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Cundpom Denan — Maxlepmud (COM) — mukpodeseyuoHHbLi CUHOPOM, CONPOBONCOAIOULUTICS NOMeEPell KOHUEBbIX YHACMK08 XPOMOCO-
Mot 22, uHo20a ¢ 0bpazoeanuem koavyegoil xpomocomst 22. Knunuvecku COM nposgasemces snusencuell u nCUXU4eCKUMU HAPYUWeHUAMU
(aymusm, yMCmeeHHas: Omcmanocms, OMCYmMcmeue SKCRpeccuHoll peuul, paccmpoiicmea cHa, ¢ ROOPOCMKO08020 803paAcma — paccmpoli-
cmea Hacmpoerus). Heeponoeuueckuii cmamyc xapakmepusyemcs Oughghy3Hoil MbluleuHOl 2UNOMOHUeIl ¢ NepebixX OHell HCUSHU, 3A0ePIHCKOL
popmuposanus 08u2amenbHbIX HAbIK08, YYHKYUOHANLHBIMU PACCMPOICMEAMU Jceay00HHO-KuueuHo2o mpakma. Y demeii cmapue 1 20da
CIMAHOBUMCSL SIGHBIM PACCIMPOUCIBO AYMUCMUMECKO020 CReKmMPa, HAON00aemcst c60e00pasHas HeA08Kas NOX0OKA ¢ YACMbIMU NA0eHUAMU
U HU3KAs 4y8cmeumensHocms K 60au. Xapakmepro epyboe omcmaganue 6epoaibHoeo unmentekma (IKCNpeccusHas peus omcymemeyem
UAU npedcmaenena omoeabHbIMU CA08AMU). DNUAENMUPOPMHAS AKIMUBHOCb NO MUNY 00OPOKA4eCMEeHHbIX NAMMePHO8 0emcmaea 6 moii
uAu UHOU cmenenu visgasemcs y écex nayuenmog ¢ COM, a snurenmuyeckue npucmynst (papuHeoopanvhvie u 6MopuUYHO-2eHepaIu30-
BaHHblE, B03PACM3AGUCUMbLE) ONUCAHBL 8 NOA0BUHE cAy4aes. B pade cayuaes snunencus npuodpemaem apmaxopesucmenmnoe mevenue.
B nacmosiweii cmamve npedcmaenenst onucanus 2 kaunuueckux caysaee COM.

Karoueevte caosa: cundpom Penan—Marlepmuo, del 22q13, r(22), dobpokauecmeentvie snusenmugopmHvle nAMMmMepHbl 0emcmea, aymusm,
snunencust
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PHELAN-MCDERMID SYNDROM (del 22q13 AND r(22)): LITERATURE REVIEW AND 2 CASE REPORTS
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Phelan— McDermid syndrome (PMS) is a microdeletion syndrome associated with the loss of terminal segments in chromosome 22, some-
times with development of the ring chromosome 22. Clinical manifestations of PMS include epilepsy and mental disorders (autism, mental
deficiency, lack of expressive speech, sleep disorders, mood disorders since adolescence). Neurologic status is characterized
by diffuse muscle hypotonia since birth, delayed development of motor skills, functional gastrointestinal disorder. Children over I year
develop autism spectrum disorders; they have a specific awkward gait with frequent falls and decreased sensitivity to pain. Severe delay
in the development of verbal intelligence (when expressive speech is absent or represented by individual words) are typical for these patients.
Epileptiform activity appearing in a form of benign epileptiform discharges of childhood is usually diagnosed in all PMS patients; epileptic
seizures are documented in half of the cases. The disease is characterized by secondarily generalized, age-related epileptic seizures with
oral-pharyngeal manifestations. In some cases epilepsy becomes drug-resistant. Current article describes 2 clinical cases of PMS.

Key words: Phelan—McDermid syndrome, del 22q13, r(22), benign epileptiform discharges of childhood, autism, epilepsy

Cunnpom ®enran—Maxk/depmun (COM) (del 22q13
u r(22)) — MUKpOIEICIIMOHHBI CUHIPOM, COIIPOBO-
KIAOLIUKICS TTOTepe TEpPMUHAIBHOIO CETMEHTA IJIH -
Horo 1ie4da xpomocoMbl 22 [13]. beun onmcan B 1985 1
aBropamu Kotu ®@enan u Xusep Mak/lepmua, mosto-
MY II0 ITpaBMJIaM PYCCKOTIO sI3bIKa Ha3BaHWE CUHIPOMA
He ckJIoHsieTcs: cuHapoMm Penan—Max/epmu.

Pacnpocrpanennocts. YactoTa Bcrpegaemoct COM
olieHMBaeTcs Kak 2,5—10 ciydaeB Ha 1 MITH SKUBOPOKIEH-

HbIX. UcTuHHas pacnipocTpaHeHHOCTh Hen3BecTHa: COM
PEIKO TUATHOCTUPYIOT M3-3a OTCYTCTBHS ITAaTOTHOMOHNY-
Horo ¢penotumna. [MauuenTel ¢ CAOM 00BIYHO HAOTIOIAIOT-
cd ¢ AMarHo3aMu «HeandgepeHINPOBaHHAs YMCTBEHHAsT
OTCTAJIOCTh» UJIU «ayTH3M>».

Dtnonorna u naroreres. [Ipnunnamu COM Moryt
ObITh MUKpOJIEJIeLIUS, HeCOalaHCUPOBAaHHAs TPAHCJIO-
Kamus, 00pa3oBaHNE KOJbILIEBOM XPOMOCOMEI M APYTHUe
CTPYKTYPHBIE XPOMOCOMHEIE TIEPECTPONKHN.
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KomnbueBas xpomocoma 22 06pa3yeTcst M3-3a MOJJOMKU
TepMUHAJBbHBIX KOHIIOB Ha 00OMX IJIeYaX XPOMOCOMBEIL.
IToBpexaeHHbIE KOHLIBI CKJIEMBAIOTCSI MEXIY COOOM Mpo-
TUBOITOJIOXXHBIMU TeJIOMEPaMH, TP 3TOM TeHETHIECKUIA
MaTepural MOXeT YTpaurBaThCs (TOrga BO3HUKAET MUKPO-
IeJIeLINs) WIM He yTpaunBaTbes. KimmHMyeckass KapTuHa
C®M pazBuBaeTcs Npy HAIMIUU MUKpoaeaeuu. B ciy-
yae 00pa3oBaHUs KOJIbLEBOU XpOMOCOMBI 0€3 MUKPO/Ie-
Jlenuu (PeHOTUII OCTaeTCsI B HOpME, HO BOZHUKAET PUCK
MUKPOIEICIINI Y TIOTOMKOB.

[ToTtepst TeTOMEpPHBIX YacTeil XpOMOCOMBI 22 — 1(22) —
IIPUBOINT K PSIIY KITMHUIECKNX IIPOSIBJICHU, 3HAUUTETh-
HO BapbUPYIOIIUX B KaXKIOM KOHKPETHOM CIIy4ae 1 3aBU-
CSIIMX OT MPOTSKEHHOCTY MUKPOIEIICIINY, CTAOMIIEHOCTH
KOJIBLIEBUITHOM CTPYKTYPHI M CTEIICHN Mo3auLm3Ma. Koib-
1eBas XpoMocoMa 22 BO3HHUKAET de novo, OMHAKO B JINTE-
paType BCTpedaloTcs ONUCAaHMs U CEMEIHBIX clrydaeB [9].
Muxkpopeneunu 22q13.3 (6e3 06pazoBaHUS KOJBIIEBOM
XpPOMOCOMBI 22), KaK IpaBuIo, 00pa3yioTcs de novo.

Kinmangeckre KapTUHBI 00emx MyTauuii — r(22)
1 Mukponenenuu 22q13.3 — cxomHbI MexXay coboii. Mu-
HUMaJIbHAsI MOJICKY/ISIpHAsI Macca yJacTKa, HEOOXOIUMOTO
s popmupoBanust COM, cocrasiser 100 x1a. s pa3-
BUTUS KJIIMHUYecKoi kKapTuHbl COM mukponeseums
JIOJIKHA 3aTPOHYTh KaK MUHUMYM JIoKyc TeHa SHANK3,
MUKpOZeIeIun 0e3 BOBJICUSCHHUS JIOKYCa TaHHOTO IreHa
He oTHOcAT K COM. Mukpoaeneuusa mpu COM moxeT
BKJII04YaTh 6osiee 90 reHoB. JInarHo3 moaTBepKIaeTcs -
TOT€HETUYECKUM MCCIIeA0BAaHNEM UIM METOIOM (hIyopec-
LIEHTHOI TMOpUAU3aLIuU in Situ.

Ien SHANK3 xomupyeT OOHOMMEHHBII OEJIOK
Shank3 — cTpyKTypHBIii 6€JIOK TOJJOBHOTO MO3Ta, Cep/-
11a, MOYeK U IPYrux BHYTPEHHUX opraHoB. Haubonee
BaxHyI0 poJib Shank3 urpaetr B LeHTpaabHOU HEPB-
Hoit cucteme (IIHC), mockoibKy M3 HEro COCTOMT
IMOCTCUHANTHYEeCKass MeMOpaHa TIyTaMaTepTruIecKoro
NMDA-peuenTopa. [ltyramMaT — ofyH U3 OCHOBHBIX BO3-
OyXIaroInX HEpOMEINaTOPOB, TIIyTaMaTepTHICCKIe
CBSI3M YYaCTBYIOT B IIpolieccax o0yuyeHus U rmaMsTu. [en
SHANK3 HaunHaeT 3KCIIPECCUPOBATHLC HO POXIACHUS
M yYacTBYeET B IIporieccax cmHanToreHesa. [1pu Hapyme-
HUM CTPYKTYphI 6enka Shank3 B mpoiiecce cMHanTore-
He3a HeMPOHBI TUIIIIOKAMIIOB U MO3XXeUKa He 00pa3yioT
JIOCTATOYHOTO KOJIMYECTBA JEHIPUTHBIX IIIUITUKOB, YTO,
COOTBETCTBEHHO, CHMKAET INIOTHOCTh HeHpOHAJIBHBIX
cBsa3eit. Takoe Xe SIBJICHUE, HO IO APYTUM IIPUIMHAM,
HabomaeTcs npy cuHapome PeTta u TyGepo3HOM cKiie-
po3e.

YV nanuentoB ¢ COM oTMeyaloTcs paccTpoiicTBa
ayTUCTUYECKOTO CIEKTpa, MPUUEM CTEIICHb 3aIePKKHU
Pa3BUTHS U MOBEICHUYCCKNE HAPYIICHUS KOPPEIUPYIOT
C TIPOTSKEHHOCTBIO MUKpoaeaeunu reHa SHANK3. Y ya-
CTU MALIMEHTOB UMEET MECTO ayTH3M C 3aIePKKOM IICHX0-
pEeYeBOro pa3BUTHS, B APYTUX CIydasix HaOMIONAETCs 3a-
JIeP>KKA TICUXOPEUYEBOTO PA3BUTHS C JIEMEHTAMU ayTU3Ma.

Ponb rmyTamareprudecKoi CUCTeMBI IIPU ayTU3ME XOPOIIIO
M3BECTHA Y IIOATBEPXKICHA HE TOJIBKO TaHHBIMU (DYHKIIH-
OHAJIbHOM MarHUTHO-pe30HaHCHOM ToMorpacduu (MPT),
HO U TICUX0(hapMaKOJIOTUIESCKUMH HCCIEeTOBAHUSIMM.
B oTiimume ot ayTu3ma IaToreHe3 SIWISIICUA IIPU MyTa-
uu SHANK3 B HacTosIee BpeMsT HeusBecTeH. [1pemmno-
JIaraeTcsl, 9YT0 HeAOCTaTOYHOE KOJIMIECTBO HEHPOHAIBHBIX
CBsI3eld B HEMpPOHAX TUIIIOKAMIIOB CIIOCOOCTBYET TUIIEP-
Bo30yaumocTH [12].

ITomumo rena SHANK3 Ha xpoMmocoMe 22 HaliaeHbI
Y IpyT1ie KaHAWIATHbIE TeHbI, OTBETCTBEHHBIE 32 Pa3BUTHE
C®M, B TOM 4mcIIe TeHbl, yIacTBYIOIIME B pabOTE KaTexo-
JIAMUHEPTUIECKON CUCTEMBI M Pa3BUTUN MO3XEUKa.

ITocne otkpeiTus reHa SHANK3 ero nmpoBo3riacu-
JIV ellBa JIM He OCHOBOI1 ayTu3ma. OgHako JajibHelIme
HACCIIefOBaHUS MOKa3aau, YTo Mukpoaeineuus 22q13.3
BCTpevaeTCsT JaJIeKO He BO BCEX CiIydasx ayTusma. Kpyrr-
HOe McceJoBaHue Ha JaHHYI0 TeMy npoBeau B 2004 1.
K. Nair-Miranda u coaBT., 00cienoBaBIIie Ha IpeaMeT
Hammyusg mytauuu reHa SHANK3 82 mauneHToB ¢ ayTh3-
MOM B Bo3pacTte 10 18 neT. B pe3ynbrare nuib y 2 u3 HUX
ObL1a BhIsiBIeHA MuKpoaenenus 22q13.3 uy 1 — Komble-
Basi XxpoMocoMma 22 ¢ To# ke MuKpozaeenneii [12], T.e. ga-
crtora COM B naHHoOI1 (cay4aiiHO1) BHIOOPKE MALIMEHTOB
C ayTU3MOM COCTaBMWJIA BCETo JIUIIb 3,66 %. Takum obpa-
30M, B HacTosee Bpems n3BectHo, yto CDOM Bcerna co-
IIPOBOXKIACTCS YepTaMM ayTU3Ma, HO JaJIeKO He BCE CIIy-
Yyay ayTM3Ma MOXHO OOBSICHUTh MUKpopaenenyeii 22q13.3.

Kmmanyeckue nposiiieanss. COM — moBeneHUIeCKUI
(beHOTUII, XapaKTepU3YIOIIMICS ITPEUMYIIIECTBEHHO TICH-
XUIECKUMH HapyIIeHUSIMH (ayTHU3M, YMCTBEHHAsI OTCTa-
JIOCTB), OTCYTCTBMEM 3KCIIPECCUBHOM peyM, pacCTpOii-
CTBaMU CHA M 3MWJIETICHel. B HeBposlormaecKoMm craryce
BBISIBJISIIOTCS U (y3HAsT MBIIIeYHAsI TUTIOTOHUS, Hal-
OoJjiee BbIpaxkeHHasl y IeTei 1-ro roga Ku3HU, 3aepKKa
(opMUpoOBaHYSI ABUTATEILHBIX HABBIKOB (B CpeIHEM IETH
HAYMHAIOT XOIMTh B 22 MeC), CPhITUBaHUE, Ne(DUIINT Beca.
Ha 1-M rony HabJtogaeTcs IUIOXOM r1a3HOM KOHTAKT, IeTU
He MOApaxKaloT urpam («WIagyliKu», «COpoKa» U T.1.). I1o-
cJie 2 J1eT HabIromaeTcsl CBoeoopa3Hast IoXoaKa, ITOX0XKast
Ha aTaKTUIECKYIO, HO B CTPOTOM CMBICJIC 3TO HE aTaKCHs,
a HEJIOBKOCTh I HEBHMMATEIBHOCTb, XapaKTepHasl I pe-
OeHKa c 3aaepkKoit pa3BUTUs. Takoil peOGeHOK OBICTPO
Oeraet, He oOpalllasi BHUMAaHUS Ha IIPEISITCTBUS, YaCTO
MmajgaeT WM HAaTBIKACTCS Ha YIVIBI. XapaKTEePHOTO II0-
IIATBIBAHUS WJIM PE3KOTO OTKJIOHEHUS OT TPaeKTOPHH,
KakK IIpY TYJIOBUIIHOM aTaKCUHU, TIPYA 3TOM HE OTMEYACTCS.
DKcnpeccuBHAs PeYb OOBIYHO OTCYTCTBYET WUIIM TIPEICTaB-
JICHa OTIEJbHBIMU CJIOBaMU. XapaKTePHBI HU3KasI TyBCT-
BUTEJIBHOCTD K 00JIM, OOJM3BIBAHNE WU ITOSJaHUEe He-
CheMOOHBIX IIpeaMeToB [9, 11]. AyTrcTdecKoe MoBeacH1e
BKJIIOYACT IBUTATEIbHBIC CTEPCOTUIINN U PUTYAJIBI, a TaK-
K€ HeIOpa3BUTHE KOMMYHUKATUBHOM cephl (HapyIIeHe
KOHTaKTa). XapaKTepHbI TUIIEPAKTUBHOCTD, CIIOKHOCTH
KOHIICHTPAallMd BHUMAaHMs, ayTOarpecCcusi, arpeccus.



PYCCKUN

sy TETCKOM
HEBPOAOT UM

C noIpoCcTKOBOIO BO3pacTa OIMMCAaHbl PaCCTPOMCTBA Ha-
crpoenus [8, 9].
BMmecTte ¢ TeM usBecTeH ciay4ait COM (KoJblieBast
XpoMocoMa 22) ¢ HOpMaJIbHBIM Pa3BUTHEM pEYU U TTOrpa-
HUYHOM YMCTBEHHOM OTCTAJOCTBIO IIPU IMOJTHOM COLIM-
ajJbHOI amantauuy. GeHOTUIIMYESCKH 300POBast KEeHIIM -
Ha ObL1a 00c/Ieq0BaHa IMOCJIe TOrO, KaK POAMIa MaJlbyruKa
¢ BeJoKapauodauaaIbHBIM CHHAPOMOM (menernst 22q11
M KOJIblIeBast XxpoMocoMa 22). Kapuotun matepu okazajics
caenytomum: 46, XX r(22) [9].
Buewrnunit penornn COM Hecnennduuen. Jdaxe
IIPY MPOTSLKEHHOM MYTALMU KIMHUYECKUE MOSIBJICHUS
CJIMIIKOM HEBBIPA3UTENIbHBI, YTOOBI XapaKTepu30BaTh
CHUHIIPOM:
*  KpaHuodaluajabHble aHOMAJIMU: JJIMHHOE JIULIO,
SIMKAHT, OOJIbIIKE YIIIM, HOC KAPTOIIKOI, TOH-
Kue TyObl, OCTPbIil BBICTYIAIOIIMI ITOA00POIOK,
TUIIEPTEI0PU3M, TITO3;
* aHoOMayMM KucTeil u crolr: cuHmaktwiua [ u 111
MajblieB, CAaHIAJIEBUAHAS LIEb, KITMHOIAKTUINS;

* aHOMaJWM BHYTpPeHHuX opraHos npu COM
BCTPEYAIOTCSI PEAKO: BPOXKIEHHbIE [IOPOKHU Cepa-
1la 1 MOoYeK, My3bIPHO-MOYEeTOYHUKOBBIN ped-
JIIOKC U CBSI3aHHBIN ¢ 3TUM THAPOHEdPO3, aTpe-
3Us aHyca, aHOMaIus TMMMATUYECKUX COCYIOB
HIXHMX KOHEUHOCTe! (IuMmdbenema).

VY nauyeHTOB ¢ aHOMAaJIMSIMU BHYTPEHHUX OPTaHOB
BBISIBJIEHA 3HAYMUTE/IbHASL IIPOTSKEHHOCTh MYTALIMU: 10~
MUMO JIoKyca 22q13 oHa 3axBaTbhIBacT IMMPOKCUMAaILHO pac-
IOJIOKEHHbIE F'eHbl, OTBEYAIOII1E 32 OpraHoreHe3 Ioaa
(22q12, 22q11) [8].

HaubGonee moyiHasi KIMHUYECKAs XapaKTepUCTHKA
C®OM npeacrasiena B paborax H.A. Ishmael u coasr. [§],
npoaHanu3upoBaBmmx B 2003 1. 53 ciryyast, ormyoJUuKoBaH-
HbIX K TOMY BpEMEHU B MEAULIMHCKOM JIUTepaType, U I10-
0aBMBIINX 5 COOCTBEHHBIX HAOIIOAEHUI, OTIICAB, TAKUM
obpasom, nposipiieHuss COM y 58 marmeHToB (Tabdu. 1).

Mopdoaorus. MPT ronoBHoro Mmosra obHapyxKuBa-
eT aHoManuu He Oojiee yeM y 10 % maumentoB ¢ COM:
pacimpeHre 60KOBBIX XKeJIyI0YKOB, aTpodus O0JIBIIOTo
MO3ra ¥ MO3Ke4Ka, OCOOEHHO €ro YepBsl, MCHUHIMOMbI
U OIYXOJIU MO3XeuKa [8].

J. Delcan 1 coaBT. ony0JIMKOBAJIM Pe3yJILTaThl MOP-
(o0rnyecKoro U rucTOJNOTMYECKOTO MCCIeAOBaAHUS
16-HemenpHOrO IUIOAA ¢ KapuotuiioM 46, XX, KoJblie-
BOI1 XpoMocoMoii 22 n Mukpopaeneuneii 22q13.3. ABTopbl
He BBISIBUIM aHOMAJIMI BHYTPEHHUX OPraHOB, 32 UCKJIIO-
YeHUEM ITOPOKA Pa3BUTHUSI MO3ra — areHe3U1 MO30JIMCTOTIO
TeJla, CBOAA M ITpo3pavyHoii neperopoaku [3].

COM n neiipopuopomaro3 2-ro Tuna (HD2). Ien
H®2 — NF2 (neiipogpubpomun-2) — reH OIyXOJEBOM Cy-
MIPECCUM, PACIIONIOKEHHBIN Ha XpoMocoMe 22 B JIOKyce
22ql12.2. B cinydasix, Korga MUKpPOJETEAs pacpocTpa-
HSIETCST Ha 3TOT yyacToK, CPM comnpoBOXKIAETCS CUMITTO-
mamu H®2. Y 90 % 6onpabix HD2 HadmromaroTcs oviare-

4

Taomma 1. Kaunuueckue cumnmomot cunopoma DPenan—
Makx lepmuo no daunoim H.A. Ishmael u coasm. [8]

Table 1. Clinical features of Phelan—McDermid syndrome
according to H.A. Ishmael et al. [§]

Clinical features

The number of patients (out of all
known) having these features

YMCTBEHHAsT OTCTAJIOCTh S55u3 58
Mental deficiency 55 out of 58
I?;:gsﬁ;lﬁ(; TMICUXOMOTOPHOTO 43 3 58
Psychomotor retardation AEQUEEI
MpliieqHas TMIMOTOHUS 23 u3 58
Muscular hypotonia 23 out of 58
ATtakcus 7 u3 22
Ataxia 7 out of 22
Onunencust 13 u3 43
Epilepsy 13 out of 43
SJ:P)IITCTBI/IC SKCIPECCUBHOM 24 13 58
Lack of expressive speech A
PaccTpoiicTBO HacTpoeHUs 18 u3 38
Mood disorder 18 out of 38

paJIbHBIE BeCTUOYJIIpHBIE ITBAHHOMBIL. BcTpedaroTcst Takcke
KOXXKHBIC MSITHA KOEIHOTO 1IBeTa U MHOXECTBEHHBIE OITy-
xou ITHC (MEHUHTHMOMBI, aCTPOILIUTOMBI, STICHIUMOMBI,
HelipoGUOPOMBI, MHOXECTBEHHbBIE IIIBAHHOMBI CITMHHO-
ro mo3ra). Couertanne COM u H®2 onucano B 1997 r.
aBctpuiickumu yaeHbIMU H. Kehrer-Sawatzki u coaBr.
y XEHIIUHBI 38 JIET ¢ KOJIbIIEBOI XpOMOCOMOM 1 MUKPO-
Jenenreii xpomocoMsl 22 (kapuoru 46, XX r(22) | 45, XX
22q12.2). CemeliHbIl aHAMHe3 MTallUeHTKNA He OTSATOIIEH,
paHHMII aHaMHe3 B HopMe. Ha oTcTtaBaHme B pa3BUTUM
obpaTuiav BHMMaHue B 4 roga. [TanneHTka Hayaaa ooyde-
HME B CPEIHEN IIKOJIEC, HO M3-3a HU3KOM yCIIEBA€MOCTHU
10 BCEM MpeaMeTaM ObLIa IiepeBeieHa B KOPPEKIIMOHHYIO
IIKOJIYy IJISI YMCTBEHHO OTCTAJIbIX IETE, B KOTOPOU y4u-
Jack 1o 15 net. B aToM Bo3pacTe cTana OBICTPO HapacTaTh
JIEMEHITNS, TIOSIBIUIMCH TICUXOTUIECKIE SITM30/IbI, TU3apT-
pus. B 17 net maumeHTKa nepeHeca rajJioluHaTOPHO-
IMapaHOMIHBIN IICMXO03 C BHIPAXKEHHBIM ICUXOMOTOPHBIM
BO30YXI€HUEM, B CBSI3U C UeM ObllIa FOCIIUTAIU3UPOBaHA;
nIajiee IMpoXKBajia B MHTepHaTe. B cTaTyce oTMevanuch
KaTaTOHMS U MBIIIeYHas] pUTUAHOCTh. [1pu HelipoBU3y-
aJM3alliy y TAlMEHTKU THarHOCTUPOBAaHbI MHOKECTBEH-
Hele onyxonu LIHC, B ToM uncie JByCTOPOHHSIST BECTH -
OyJsipHas IIBAHHOMA, MCHUHTMOMA, MHTPACITMHAIbHAS
oryxoJib. HecMOTpsI Ha 4aCTUIHYIO HEHPOXUPYPIUUIECKYIO
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Pe3eKIMIo, Y MAMeHTKN HapacTaIk TeTparnape3 U pe3u-
CTEHTHBIEC K Tepanuy 3NWIeNTuYecKe npuctynsl [10].
AHaJIOTMYHBIN clTydaid pa3BUTUSI BECTUOYJISIPHON 11IBaH-
Hombl orrcaH B 2009 1. E. Denayer u coaBT. y HallMeHTKHA
C KOJIbLIEBOi1 XpoMocoMmoii 22 [4].

B. Zirn u L. Arning, yuuThIBasi 4acToe couyeTaHUe
COM ¢ HD2, pexomenayot nanueHTam ¢ COM me-
puoanyeckoe npoegeHue MPT rojioBHOro u CmuHHO-
ro Mo3ra ISl IMarHOCTUKYA W CBOEBPEMEHHOM pe3eK-
IUY crenupuIecKnx OIyxoJyieii. ABTOPHI YKa3bIBaIOT,
yto HabmoaeHue npu COM gomKHO BKITIOYaTh OCMOTP
HEBpOJIOTa IIJIsSI OLIEHKM aTakcuu (2 pa3a B TOH), ayauo-
METPHIO C ILIeJIbIO BBISIBJICHUS CHUKEHMS CIyXa U paHHe
IVATrHOCTUKY MEHUHTMOM M BECTUOYJISIPHBIX IIBAHHOM
(2 paza B rom). Takxke menecoodbpasHo moBTopsaTs MPT
TOJIOBHOTO M CIIMHHOTO MOo3ra B Bo3pacte 15—20 neT, Tak
KaK 3TO KPUTUIECCKUI1 BO3PACT ISl MaHU(PECTALINK OITyX0-
neii mipu H®2. Jlanee nepuonnudocts MPT onpenensiercs
MIPEIbITYIINMA JAHHBIMA U HEBPOJIOTUICCKUM CTaTyCOM
nauueHTa [17].

C®M nu Teparounnnie omyxosu ITHC. Eme 60-
Jiee TIPOKCUMaJIbHO, B JIoKyce 22ql1.2, HaxoguTcs TeH
SMARCBI1 (INI1/hSNF5), mpu iopaskeHUM KOTOPOTO pa3-
BuBaetcs pabgounHas omyxosb IIHC. TepaTonmabie pad-
nmounHble onyxonu [IHC BcTpeualoTcst penko 1, Kak mpa-
BWJIO, MAJIUTHU3UPYIOTCS, TIPOSBIISISICH y IeTei 10 3 JIeT.
IIponykt rena SMARCB]I sKcripeccupyeTcsl BCeMU KJIeT-
KaMH OpraHM3Ma, BXOJs B COCTaB IJTABHOTO KOMILIEKCa
TUCTOCOBMECTUMOCTH.

Ipynmoit KopeiicKrux aBTOPOB OIKMCAH MalMeHT C Ka-
puotuniom 46, XY u Mukpozaeneuueit 3,5 M6 B siokyce
22q13.31q13.33. Pebenok ponuicg Ha 37-if Henene re-
craunu ¢ maccoit 2500 r. C poxxneHUsI OTMeYaIucCh MbI-
IIeYyHasi TUIIOTOHUS, rTunopediaekcusi. MoTopHoe pas-
BUTHE TIPOUCXOAUIO C 3alepKKoi: K 11 Mec ManbyuK
He nepeBopaunBaics. B 11 mec nocne nageHus: pedbeHOK
TOCIIMTAIM3UPOBAH C MOTepeil co3HaHms. [IpoBeaeHa
MPT pnst uckioyeHus yuunoa Mo3ra, U B YepBe MO3Ked-
Ka BBISIBJIEHO 0Opa3oBaHue pasMepoM 5,6 x 5,0 x 7,6 cwm,
BBIIIOJIHEHA XUpyprudeckass pesexkuus. [Ipm rucrono-
TUYECKOM HCCIIEIOBAHUM BBISIBICHBI KJICTKM TUITMYHOM
pabmoungHoit onyxonu. I[locTronepauMoHHBIA TEPUOL,
OCJIOXXHUJICSI pa3BUTHEM SMIUJICIITUYECKOTo craryca. M3-
3a [IPOrPeECCUPOBAHMS TMAPOLIEDATNI B JaIbHENIIIEM OBLTO
IIPOBEICHO BEHTPUKYJIOIICPUTOHEATbHOE IITYHTUPOBAHNE.
3areM peOeHOK MOMYYUJT XUMUOTEpanuio (BUHKPUCTHH,
LIMCIUIATHH, JOKCOPYOMITMH, IuKiodochammn). Kaprotn-
MMMPOBaHME BBISIBUIIO KOJIBIEBYIO XpOMOCOMY 22, TIpY CpaB-
HUTEJIbHOM TeHOMHOM THOpUIN3aIIN BEISIBIIEHA MYyTaIIHsT
22q13.31q13.33. KapuoTurm odboux poaureneit B HopMme [5].
CxonmHbIii ciry4aii orvcaH y IeBOYKH B Bo3pacTe 4 et [14].

COM Takxe MOXET COYETAThCSI C CUHIPOMOM
Cmurta—Jlemmn—Onuia.

CO®M n arakcua. CrimHouepebennsIipHas aTak-
cusa 10-ro tuma (CIHA10) — ayTocOMHO-TOMMHAHTHOE

3a00JIeBaHNE, BRI3BAHHOE HAKOIIJICHMEM YHCIa HYKJIe-
OTUIHBIX TTOBTOPOB B reHe ATXN 10, pacmoioXXeHHOM
B nokyce 22ql13.3. CLHA10 — penkast (popma aTakcum,
B HACTOsIIIIee BpeMsI OIIMCaHHAsI TOJBKO y IIPeACTaBUTE-
neit JlatuHcKoi AMepuku. 3a00J1eBaH1E XapaKTepU3yeTCs
MO3KEYKOBOM aTaKCcueil U anujencueit (eciim MyTamus
pacmpocTpaHsieTcs Ha jokyc 22q13) [16].

Onuiaencusa npu COM. Dnuiencus y NaiueHTOB
¢ COM Berpeuaetcst B 30 % ciyuaeB [13]. XapakrepHbl
CIIeIYIONINE THUITBI SMUICIITUUYCCKUX IIPUCTYIIOB: (hebd-
PUJIBHO-TIPOBOLIMPYEMbIE, TeHEPAIM30BaHHBIE TOHUKO-
KJIOHUYECKHE, (hOKaTbHBIC, TUITNIHBIC A0CAHCHI.

M.G. Figura u coasr. B 2014 1. o6¢caenoBanu 6 maru-
eHTtoB ¢ COM (1 MyXCKOTO ToJia M 5 KeHCKOro I110J1a,
B Bo3pacte oT 11 1o 30 jeT) [6] 1 moay4YurIu cienyolue
JTaHHBIC.

ITanuenr 1, xeH., 23 roga. [lepunamanvHolii aHamues:
HopMa. Pannee pazeumue: muddy3Hast MbIIIICYHAsI TUTIOTO-
Husl. XoouT ¢ 1 rona, riepBble cjioBa nocie 7 JieT. Penomun:
JIMLEBOI Tu3Mopdu3M (JUIMHHOE JINLIO, BHICTYIAIOLINIA
Moa00POI0K), CKOJIMO3, BAJIBIYC HUKHMX KOHEUYHOCTEI,
IIPOJIATIC MUTPAJIBHOTO KJlanaHa. [lcuxoresponozuyeckoe
o6caedoganue: YMCTBEHHAST OTCTAJIOCTh, ayTU3M, OeqHast
peyb, axonaanu. [MmoTpodus MBI rojieHel, runepped-
JeKkcust. Dnexkmposnyepanroepamma (D31): MyasTrhOKATb-
Hasl AImIenTU(GOpMHask aKTUBHOCTD, TIPEUMYIIIECTBEHHO
B JIeBOM JIOOHOM 00JiacTH, yCUIMBaILasics Bo cHe. MPT:
ITOJIOCTH IIPO3PAaYyHOIl IEPEropoOaKn. Fnusencus: NeOOT
B 10 net. IIpucmynsi: HeTaTUBHBII MUOKJIOHYC, 3aBSICHUE
IJ1a3 BBEpX, IoTepst co3HaHus 10 1 MuH. Yacmoma: 1 pa3
B Mecsll. Jlewenue: TaMOTPUIKUH — 0e3 addeKTa.

ITanuent 2, xeH., 30 ner. [lepunamanvuoiii ana-
MHe3: HopMa. B 9 Mec MeHUHTUT. Pannee pazsumue: C 3a-
nepxkoi. Heepoaoeuueckuii cmamyc: MUKpotuebams,
nuddy3Hasa MbIlIedHast TMIIoToHusA. B 18 Mec nuarHo-
cTUpOBaH ayTu3M. XOIUT C 4 JIeT, epBbie CJI0Ba C 7 JET.
Denomun: MULIEBOI TU3MOPDOU3M, YIJIMHEHHOE JIUIIO,
mukpotedanus (50 cM), 6oJbIINEe KUCTH, TNIOCKOBAIb-
TYCHBIE CTOIIBL. [IcuxoHesponoeuueckoe 00caedosanue; yM-
CTBEHHAasl OTCTAJIOCTh, O€IHBIN CIOBAapHbIA 3arac, Mbl-
LIeYHasi TUIIOTOHMS. DT 60dpcmeosarus: OCTPbIE BOJTHBI
B JIEBOM BUCOYHOI1 001aCTU, peAK1e BHICOKOAMILIUTYIHbIS
MYJIBTH(OKaIbHBIE OCTPhIe BOJHEI. AT cha: HapacTaHue
stunenTudopMHoOit aktTuBHocT. MPT: aTpodust neBoit
BUCOYHOM J0JIM, pACIIMPEHUE 3aThbLJIOYHBIX POTOB OOKO-
BBIX XKEJIYIOYKOB, U3MEHEHHE CUTHAJIa OEJIOro BellecTBa
B 3aTBIJIOYHBIX JONSIX. Dnusencus: nedIot B 3 roga Ha ¢o-
He OPBU ¢ nuxopankoii. [lpucmynsi: 0OMsIKaHUE, KJIO-
HUYECKUE TTOACPTUBAHUS TIOJIOBUHBI JIUIIA, PYKU, HOTH.
Jleuenue: BaabIIpoaT — JOCTUTHYTA PEMMCCHS B TEUCHUE
7 net; B 10 et Teparnust oTMeHeHa (B CBSI3U C IJIUTEJIbHOM
pemuccueit). B 11 1eT pa3BuTie snmaenTUIECKOro CTaTy-
ca, rmoJjry4yaja BHyTPMBEHHO OCH30IMa3eIIMHBI, 3aTeM Ha-
3HaYeHbI KapbamasernuH, BuradatpuH. B 13 net Tepanus
oTMeHeHa. B Bo3pacTe 23 JneT: mosiBaeHEe MUOKIIOHYCA
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B BepxHUX KoHeuHocTsax. [Tonyyana kapbamasernuH, ja-
MOTpUIKWH. [Ipomoiskannce penkue reHepajan30BaHHbIC
MUOKJIOHMYECKUE MPpUCTYIIbL. [1oyyana Tonupamar (He-
MepeHOCUMOCTh), KapbamMa3enuH (COXpaHSIOTCS peaKue
IIPUCTYIIBI).

ITanuent 3, xkeH., 16 ner. [lepunamanvHolii aHamHes:
He oTsroleH. Paunee pazsumue: ¢ 3aaepxkoit. Inddys-
Hasl MBIIIeYHast TUITOTOHMSI. KOHTpOJIB TOI0OBHI ¢ 4 Mec,
nosizanue ¢ 12 mec, xoaur ¢ 14 mec. /1o 1 roga 6egHOCTD
BOKaJIM3alluii, JiereTa, nepBbie cyioBa B 4 rona. Ha ¢one
3aHSTHUH C JIOTONIEIOM — KOPOTKUE (hpa3bl ¥ BHIITOJTHEHUE
uHcTpyKuui. K 16 romam perpecc peuu u yrpara HaBbl-
KOB ONpSITHOCTU. PerHomun: HA3KOPOCIOCTh, MUKPOIIE-
damus, nuneBoit nu3Mopu3M (Taruouedanus, y3Kui
100, Oosbinne yiu). Hapywernus nogedenus: ayTusM,
TUIIEPAKTUBHOCTD, arpecchsi, HeAOCTATOYHOCTh KOHTAK-
Ta 1 OOIIeHUsI, U30UPATEILHOCTh B €/1e, CTEPEOTUIINH,
sxonanusi. Al ¢ 3 eoda: ocTpble BOIHBI, KOMIUIEKCHI
MUK—BOJIHA B JJOOHO-IIEHTPAJIbHBIX OTAEIaX ¢ JUPPy3-
HBIM pacIpocTpaHeHueM Bo cHe. DI ¢ 6 sem: HOpMa.
MPT: acumMmeTpuYHass BEeHTpUKYJoMeraansa (0oJibIie
CIIpaBa), IEPUBEHTPUKYIISIPHAS JICUKOMATUSL. Dnuiencus:
IIPUCTYIIOB HUKOTIA He OBLIO.

ITanuent 4, xeH., 23 roga. [lepunamanvHolii aHamHe3:
He oTaromieH. Pannee pazeumue: nuddy3Hass MBIIIed-
Hasl TUIIOTOHMSI, MOTOPHOE pa3BUTHE 110 Bo3pacTy. [lep-
BbIE cJioBa ¢ 3 neT. benHblil cmoBapHbIil 3amac. HaBbiku
OIIPSITHOCTH KOHTPOJIMPYET HEIMOCTOSIHHO. YMCTBEHHAS
oTcTanocTh. Hapywenus nogederus: TunepakTUBHOCTD,
arpeccusi, UMITyJIbCUBHOCTb, pPUTYaJIbl, HApYIICHNUE CHA,
oymumust. Peromun: TALIEBOM TU3MOPGU3M (TIaruole-
¢anus, 6OabIINE YIIN, BEICOKUI JIOO, aCUMMETPUIHOE
JINIIO), BBICTYITAIOIINE JIOMMATK!, TUIICPIIOPIAO03, BAIbIYC
HIDXHUX KOHEYHOCTEH, IIJI0OCKOCTOMNNE, TUIIePMOOUIIb-
HOCTb KPYITHBIX CYCTaBOB, Ha KoXe 2 TISITHa LiBeTa Kode
¢ MoJIOKOM. Hespoaoeuueckuii cmamyc: MOTOpHas HEJIOB-
KOCTb. DIl B 8 neT — mapokcu3MajibHas aKTUBHOCTD
B JJ0OHO-BUCOYHBIX OTAEJIAX C YCWICHUEM BO BpeMsI HOU-
Horo cHa. B 15 ner — Hopma. MPT: HopMma. Dnusencus:
IIPUCTYIIOB HUKOTA He OBLIO.

ITanuent 5, myx., 11 net. Ilepunamanvrolii anamues:
3amep:KKa BHyTPUYTPOOHOTO Pa3BUTHS IUIONA, POIBI B CPOK
(macca tema 1700 1, poct 48 cM). Paunee pazgumue: nud-
¢dy3Hasg MbIlIeyHas runoroHus. B 3 mec onmepupoBaH
T10 TIOBOY ITaX0BO¥ I'pbDKM. 3aliep:KKa MOTOPHOTO U pede-
Boro pa3Butusi. Hapyuiernus nosederus: TATIEPaKTUBHOCTD,
arpeccusi. Penomun: MTUIEBOM TU3MOPGHU3M (ILIaruole-
danus, HU3KUIT pOCT BOJIOC, TOTUYECKOEe HeDO0), TUIep-
MOOWJIBHOCTb CYCTaBOB, BRICTYIAIOIINE JIOMATKHU, TUIOCKO-
cromme. Heaponoeuueckuii cmamyc: muddy3Hast MBIIIICUHAST
TUTIOTOHMSI, MOTOPHAS HEJIOBKOCTD. DI MynbTi(OKaIb-
Hasl SMWIETITU(hOPMHAS aKTUBHOCTD (B BUIE KOMILJIEKCOB
IMMK—BOJIHA) B JIOOHO-IICHTPAJIIBHBIX OTIeNaX, 00Jiee BbI-
paxkeHHas1 Bo BpeMst HouyHoro cHa. M PT: atpodust T0OHBIX
noneit. Bnunencus: MpUCTYIIOB HUKOTIA HE OBLIO.

ITanuent 6, XkeH., 14 ner. [lepunamanvHolii aHamHes:
OCTpasi TUIOKCHS TIJI0Ia, SKCTPEHHOE KecapeBO CeUCHHE,
acukcus npu poxneHuu. Pannee pazéumue: epBbIe
cioBa B 7 JIeT, YMCTBEHHAsl OTCTaNOCTh. Hapywenus no-
6edeHuUs: TUTIEPAKTUBHOCTD, arpeccusi, OpyKcusm. Heapo-
Aoeuyeckuil cmamyc: nudGy3HasT MbIIICYHAS TUTTOTOHMS,
Mukpouedanusa. 99 mynbTudOKaIbHas SIIUIIEIITH -
¢opMHast aKTUBHOCTh, HanboJiee BeIpaXkeHHas B JIOOHO-
BUCOYHBIX OTAEaX, C HapacTaHMEM BO BpeMsI HOUHOTO
cHa. M PT: runoruia3usi MO30JMCTOIO Tejla, BEHTPUKYJIO-
MeTaNNsl, JIeMKonaTthst. Dnusencus: ¢ 2 10 7 JIeT OTMEYECHBI
reHepaJIM30BaHHBIC TIPUCTYIIBI ¢ YaCTOTOM 1 pa3 B ToOI.
Jleuenue: xapbaMa3ernuH, BajbIIpoeBasi KUCJIOTA, JIeBe-
THpAlEeTaM.

Takum o6pa3oM, y 3 U3 6 MaumeHTOB OTMEYaINCh
reHepaJTU30BaHHBIC SMUJICIITUYCCKIE IPUCTYIHI (TOHM-
KO-KJIOHMYEeCKHe 1 MUOKIoHnYeckue). [1pu mpoBene-
HuM Buaeo-A3I-moHutopunra (BOM) ¢ BkIoueHEM
CHA y 3TUX ITaIlMeHTOB BBISIBICHA MYJIBTUPETNOHAIBHAS
SMUICTTUGOPMHASA aKTUBHOCTD, IIPEUMYIIIECTBEHHO
B JIOOHO-BHCOYHBIX OTIEJIaX, YCYUIMBAIOIIASICSI BO BpeMsI
CHa. ABTODHI cIeaiy 3aKaioueHue o ToM, uyto a1 COM
XapaKTePHO HATMYNE «POJTaHINICCKOM» MICIITU(hOPM-
HOM aKTMBHOCTH, HapacTalolleil BO CHE, ¢ 100poKavecT-
BEHHBIM TeYeHHEM [6].

Janusle, moayyeHasie B 2016 . N. Ishikawa u coasr.,
BKItOYaroT ciaydaii COM ¢ mo3mHUM I1e0I0TOM SIUJIeII-
TUYECKUX IIPUCTYIIOB Y MYJIBTUPETHOHAIBHOMN SIMICTITH -
¢dopMHOIT aKTUBHOCTHIO (Ta0:1. 2). KimmAHMYeckast KapTruHa
SIHUJICTICUM COOTBETCTBOBAJIA cCUHApPoMY JIeHHOKCca—
Tacto [7].

ABTOPBI cIieNIajii 3aKJIIo4eHue o ToM, uto mpu COM
MMeeTcs THITYHBIN naTTepH DI B BUae MynbTU(OKAIb-
HOM 3muienTU(OPMHON aKTUBHOCTHU C IIpeobiIagaHueM
B JIOOHO-IIEHTPAJIbHBIX WJINU JTOOHO-BUCOYHBIX OTHE-
JIaX, C HapacTaHMEM BO BpeMsl HOYHOro cHa. I1pm aTom
SIUJICTICUS] OTMeYaeTCsl y OOJIBIIMHCTBA IMAIIMCHTOB,
MIPUCTYIBI Yallle HAYMHAIOTCS B IETCKOM BO3pacTe,
110 XapakKTepy — MHUOKJIOHUYECKHUE, TeHEepaJTn30BaHHbIE
TOHUKO-KJIIOHNYEeCKH1E, (POKaIbHBIE WM aOCAHCHI, C 10-
OpoKayeCcTBeHHbIM TeueHueM. [IpucTyIibl MOryT IIpOBOLIM-
pOBaThC IOBBILIEHNEM TeMItepaTyphl. CrienpudecKnx
n3MeHeHui Ha DT He BoIsgBIeHO. [1pU cTaTCcTUYECKOM
aHaJIM3e MEXIY MPOTSKEHHOCTHIO MUKPOIEICIINHI U U3~
MOpGU3MOM BHISBJICHA IPSIMasi KOPPEISIIINS, a TSIKECTh
SMWIETICUH C IIPOTSKEHHOCTBIO MyTAIlH HE KOPPEIIUPYET.
K TomMy ke y HECKOJIBKMX ITAIIEHTOB BBISBICHBI HE TOJIb-
KO F€HETUYECKUE, HO U OPYTrUe BO3MOXHBIE IPUYUHBI
snwiencuu (IepeHeceHHas IepruHaTaIbHas TUIIOKCHS,
MEHUHTUT). B mTaHHOM MccIenoBaHUM He BBISIBJICHA B3a-
MMOCBSI3b MEXIY TSKECTBIO SMUJICIICUM U YMCTBEHHOM
OTCTaJIOCThIO WX pacCTPOMCTBAMU MOBeAeHUS [5].

B pa6ote L. Soorya 1 coaBT. armienicusi Oblia BHISIBIIC-
Hay 13 u3 32 (41 %) nauuentoB c COM. Y 7 (22 %) nauu-
€HTOB OTMEYAJINCh TOJIBKO (PeOPMIIHLHO-TIPOBOILIUPYEMBIC
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Taomuna 2. Kiunuueckue oannvie, noayuennvie N. Ishikawa u coasm. [7]

Table 2. Clinical data obtained by N. Ishikawa et al. [ 7]

Patient Seizures

(gender, age)

OTBeneHusI I1a3 ¥ TOJIOBBI BJIEBO
Deviation of eyes and head to the left

Myx., 3,5 mec
Male, 3,5 months

He ormeuanoch
Not documented

Myx., 13 ner
Male, 13 years

Myx., 5 ner Jle6roT ¢ 3 neT
Male, 5 years Disease onset at 3 y. o.
Myx., 13 ner Jle6roT B 3 rona

Male, 13 years Disease onset at 3 y. o.

1-i mpuctym B 3 rona, 2-it — B 34 rona.

C 39 net yyanieHue, (hhapMaKoOpe3uCTEHTHOE
TEYECHUE

The first seizure at the age of 3, the second one

at the age of 34. Since 39 y. 0. — increased
frequency, pharmacoresistant seizures

XKeH., 40 net
Female, 40 years

Changes in electroencephalogram

OrnuientrudopMHasi aKTUBHOCTb B IIPaBO 3aTLIOYHOMN
00J1aCTH, BRICOKOAMIUIUTYIHAS TIOJTMPUTMHUYECKAS
JE€JbTa-aKTUBHOCTb

Epileptiform activity in the right occipital region, high-amplitude
polyrhythmic delta activity

ﬂOGpOKa‘IeCTBeHHLIe 3HI/IJICHTI/I¢)OPMHI)IG IIaTTCPHBI ACTCTBA

BO BpeMs CHa
Benign epileptiform discharges of childhood during sleep

IMuK-noIUMNUK-BOIHOBAsA AaKTUBHOCTD U3 JIEBOI JIOOHO 00J1aCTH
Spike/polyspike—wave activity in the left frontal region

PervonanbHas snunentrdopMHas aKTUBHOCTD B JIOOHOI 10J1e
Regional epileptiform activity in the frontal lobe

HuskoaMmrumrygHas snuienTu@opMHast aKTUBHOCTb, 3aMe/I-
JIEHV€ OCHOBHOI aKTUBHOCTU
Low-amplitude epileptiform activity, slowing of background activity

npuctynsl, y 4 (13 %) — abeOpuibHbIe IPUCTYIIHI, Y 2
(6 %) — hebpUIbHO-NIPOBOLIMPYEMbIE U acheOpUIbHbIE
npuctynsl. Y 5 u3 6 (83 %) nauueHToB ¢ adeOpUIbHbI-
MM IIPUCTYIIAMU OTMEYAJIMCh FeHepaTu30BaHHbIE IIPH-
crynbl, y 1 (17 %) nauuveHTa — CJIOXHBIE MMapLalbHbIe
MPUCTYIBI; Y Bcex 6 manueHToB Ha DI BuIgBlIeHA He-
cnenudurdeckas SIMIeNTU(GOPMHAsT aKTUBHOCTh. OgHO-
My U3 6 ALIMEHTOB IIPOBEICHO XUPYPruyecKoe JeueHHe
(BHCOYHAs! TOO3KTOMMSI) B CBSI3M C TSKEJIbIM TEUEHUEM
smwienicuu. Y 4 uz 13 (31 %) mauentoB Ha DT BbI-
SIBJICHBI M3MEHEHUs 0€3 KIMHUYSCKUX IMPOSIBICHUIA.
Ha MPT o6HapyxXeHbI TakMe HecnienupuieckKne u3mMe-
HEeHUsI, KaK YMEHBIIIEHHe O0€JI0ro BeIllecTBa (JIeHKomaTusl),
areHe3usl MO30JIMCTOrO Tejla, BEHTPUKYJIOMErajius, KOp-
TUKaJIbHag aTpodusi. ABTOpBI mogdYepKuBaioT, yto MPT
HE BBISIBUJIA AaHOMAJIMM MO3XeUKa WIN 3aJHEN YEPEeITHOM
SIMKU (TUIIOILIA3MS MO30JIMCTOrO Tejla WM mega cisterna
magna), KOTOpbI€ 4aCcTO OOHAPYXKMBAIOTCS Y €Tl ¢ ay-
TU3MOM [15].

B Poccnut COM mnocssiiieHbl 2 nyOJuKannm, ofi-
Ha U3 KOTOPBIX — OJIOI MaMbl J€BOYKU C JaHHBIM CHUH-
IPOMOM, a Apyrasi — OoIKcaHue KIMHUYECKOTO CiIydast
B3pocjoro nanueHTa (30 jger). ABTOpH IyOIMKaIni
MOAYEPKUBAIOT BaXKHOCTh YCTAHOBJICHUS [€HETUYECKOTO
JIMarHo3a IpU pacCTPOMCTBAX ayTUCTUYECKOIO CIIEKTpa,
IIOCKOJIbKY 3TO MO3BOJISIET OCO3HAHHO ITOIOMTU K BBIOO-
Py JIeKapCTBEHHOTIO Mperapara, OM0JIOrMYeCKy aKTHUBHBIX
100aBOK, BATAMUHOB U IIPOAYKTOB IMUTaHUsI. DTU METO-
IIbI TIO3BOJISIIOT BOCCTAHOBUTH (DOJIATHBIMA LIMKJI, CHU3UTD

[JIyTaMAaTHYIO TOKCUYHOCTh, IPUMEHUTH HEIOCTAIOIIHIA
MeTa0OJIUT W IOBJIMATH Ha OalaHC CepOTOHMHA U Ka-
TeX0JJaMUHOB. [IpaBUIIBHO MOCTaBICHHBIN TeHETUYECKMIA
IMAaTHO3 ayTHU3Ma IIOMOTaeT BOBpeMs IT0H00paTh JICUCHUE
1 1306e3KaTh OIIMOOK B IMOBENEHUM POAUTENICH Y BOCITUTA-
HUM nanyveHTa [2].

Ipencrasnsiem 2 ciydyags COM y manmeHToB C 3IH-
nencueii. Xorenoch 06 00paTUTh BHMMaHHWE Ha TO,
YTO Y OOHOM MaIlMEHTKM OTMEYaeTcCs COCTOSHHE, ac-
COLIMUPOBAHHOE C JOOPOKAYECTBEHHBIMU SIUJICIITU-
¢dopmHaBIMHE TTaTTepHaMu netcTBa (ADI1J1) Ha B3I, Oe3
KIIMHWYECKUX MMPUCTYIIOB, a y Apyroii mauueHTku DT -
aCCOIMMPOBAHHOE COCTOSIHUE TIPOSIBISIETCS TSKEIBIMU
SIUJICTITUYCCKUMU TIPUCTYIIAMM CTATYyCHOTO TCYCHMUSI.

Knunuveckuii cayyaii 1

Ilayuenmra 1., 11 nem, nabaodaemcs 6 kaunuke HUn-
cmumyma demckoii Hegpoaoeuu u snunsencuu (MIHD)
um. Ceamumens JIyku no noeody deaeyuu xpomocomvt 22
(q13), aymusma, omcmasanus 8 NCUXope4eeom paseumul,
cumnmomamu4eckoll snunencuu, accoyuuposantoii ¢ 111
Ha D3I meduxamenmosnas pemuccus 6onee 21em. U3 anam-
He3a: desouka om I-ii bepemenHocmu, npomexasuteli Ha gho-
He cmpecca y Mamepu, U CPOYHBIX (PU3UOA02UYECKUX POO0B.
Bakuunayus no eéospacmy. Mano yavibanacs, do 1 200a bvina
8030y0umoti, ommeuancs 6ecnokolinblii con. B éece npubas-
514 N0 HUdICHel epanuye Hopmbvl. Momophbie Hasbiku gop-
Muposanucs ¢ neekoil 3adepickoil (nouira 6 1 200 6 mec)
Ha one dugpghyzroil mviueuroii eunomonuu. o 3—4 aem
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ommeuanocs Hapyuerue noxooku. Peuesoe pazeumue npouc-
X00un0 ¢ 3a0epruckoil, renem obia crabo evipaicet, k 1 200y
6 Mec croeapHblil 3anac cocmaensin 0koao 12 cnoe, noav3osa-
Aacs umu HeakmugHo. B 1 200 6 mec ommeuancs peepecc pe-
4e6020 pa3gumusi, 6 peuu OCManuch AUUb eOUHUYHbIE Nenem -
Hble cno8a, nepecmaina peazupoeams Ha obpaujeHue,
ympamuaa eaasznoil koumaxkm. Ilosguauce deueamenvras
PACMOPMOJNCEHHOCMb U PA3HO00PA3HbIE CEPeomUnHble 08U~
JHCeHUs — KpYveHuUs, 8epueHus, KpydceHus, e no kpyey,
«X00b0a Ha HOCOYKAX»; SMU NPOsIBAEHUS OblAU 0COOEHHO Gbi-
paxcenvt 0o 4-nremueeo eo3pacma. K 2 2odam nposieuaucs
nogedenueckue HapyuieHus, cmana 6036y0UMotl, UCmepuuHo.
[locae 2 nem ympamuaa Hagvlku onpsamuocmu (Ha4aia om-
Ka3bl86ambCcsi OM 20pUKA, MOHUAACH U ONOPOJICHANACD 8 Oe-
ave). C 2 nem duaeHocmuposana 3a0epicka peueoeo, a 3a-
mem ncuxopeuegoeo pazeumus. Ilocae 3 nem duaeHocmuposan
aymuzm. Tloayuana cumnmomamuueckoe aeuenue u pazeuea-
rowue 3anamus 6e3 sghghekma: coXpaHsAUcs Heycuo4ugocmo,
dsucamensHble crmepeomunuy, OmeaeKaemocns, OmMcymcm-
8le yeleHanpasnenHoll desmeavHocmu, epybas 3a0epicka
peuesoeo pazeumus. llo 7 nem 6 naccuenom caoeape 0vi10
oko00 30 cn08, komopble pedKo UCHOAb308ANUCD 04151 OOUleHUS,
He ObL10 hpazosoil peuu. B pamkax komnaexcHoeo obcaedo-
eanus 6 9 nem ocmompena ncuxuampom. XKanrobvr mamepu:
nompsaxueaem KUCMAMU, KPYMUM 2010800, «NUUM», OM-
cymcmeyem no3HaeamenbHblil UHmepec, GCHbLIbYUBAS, UCHe-
puuHas, bbleaem azpeccusHoOll — MoiIcem YKycums, oyapa-
names. Ilcuxuueckoe cocmosinue: U3yanbHblii KOHMAKM
HenpoooacumensHblil, Ha obpauenue peazupyem yawe. Ipu-
machuuaem, npvleaem, Kpymum 2040801, NOMpsaxugaem
Kucmsamu, bbicmpo nepebupaem nansbyamiu, UMNYAbCUBHA,
ommeuaromes evlkpuku. Hacmpoenue aabunvroe, smoyuo-
HaAbHO Hesbipazumensra. B peuu uzpedka omdenshble c108a,
6 ocHogroM aenem. K coemecmmoii OessmensHocmu npuenexa-
emcs Ha KOPOMKoe 8peMsl, HenpoOyKmuena, npecolujaemd.
Koenumuenutit degpuyum. B UITHD um. Cesmumens Jlyku
podumenu 00paAMUAUCY 8 CE:3U C INUACNMUMECKUMU NPUCMY -
namu y peberka. Ilepeviii npucmyn 6 7 rem (HakaHyHe omme-
4anocs 00bIYHOE NOBedeHlUe U Xopouiee CaMouy8cmeue), paHo
YMPOM, 80 CHe: CeAambl@anue CAIOHbL, PBOMHbLE HO3blBbL,
0podicb 6 KOHEUHOCMSAX, 3aMupanue, omeedeHue 8321104
8 CIMOPOHY, HANPSIJICEHUe MbLULY, MYA0BULYA U KOHEYHOCMEIl,
3amem KaoHuueckas gaza. B amom momenm eépauom ckopoii
NOMOWU BHYMPUMbIUIEHHO 88e0eH peaaHuym, be3 sgpgpexma.
Cydopoeu npodoascanucs. llegouka eocnumanu3upogana,
6 cmayuoHape nogmopHoe egederue peaanuyma, 6e3 sggex -
ma. Ilepesedena 6 omoenerue peanumayuu. Cydopoeu Kynu-
poganucy npu 8eedenuu dopmuxyma. Qouas npodoadicumens-
Hocmb npucmyna — okoa0 3 4. Bmopoit npucmyn uepes 1,5
Mec; aHan0eu4Hblil, KOpOMKUil, Kynupogaics 0o npue3oa
ckopoti nomowyu. Peaanuym e éeoduau. Ilocae 2-20 npucmy-
na Hawama aHMUdRUIENMU4ecKdas mepanus: legemupaye-
mam 6 pacmeope 6 0oze 350 me/cym (150 me ympom u 250 me
seuepom). boira pekomendosana boaee evicokas 0o3uposka,
HO npu 66edeHUU Ne6emMUpayemama omme4eHo yxyoueHue

nogedenus: nayuenmka cmana 60aee pacmopmodiCeHHOU, ae-
PECcCUBHOU, UMNYAbCUBHOU. Tpemuil npucmyn — uepes
4,5 mec; ananoeuyHolii, drumenbHocmsb 6onee 24, KynuposaH
6 omdenenuu peanumayuu. Ilocae gvinucku uz cmayuoHapa
anepebvle nposeder HouHoi BOM, komopulii nokazan 8bicoxkuil
UHOeKC MYNbMUPe2UOHAAbHOU INUAeNnMUDOPMHOL aKMUG-
Hocmu (¢ npeobaadanuem 8 npagoil u A€ol 106Hol obaac-
mu) 6o epems cha. llo3a nesemupayemama ygeauueHa
do 1000 me/cym 6 2 npuema (aepeccusHocms U UMNYAbCUB-
HOCMb npu ygeauueHuu 003bl makdice ycuauaucs). Yemeep-
moLil npucmyn — uepes 1 mec: caronomeuenue, 0podicy, 06Msi-
kanue. K nesemupayemamy 0obaesern 1amompuolcuH.
Ilamoiit npucmyn — na porne mumpayuu 1aMOMPUOICUHA
(12,5 me eeuepom): carusayus, ezdpaeusanus. Ilpodoaxcu-
menvHocmb 0k040 30 mun. Ha gpone npodonscenus npuema
aamompudxcura DII 6e3 usmenenuil. Jlamompuodicumn om-
MeHen. Beeden oxckapbazenun. Yepes 1 mec nHa goone npuema
okckapbaszenuna 6 doze 600 me/cym npubauzumenvHo 6 6 4
ympa é meyenue 2 OHell NOOPsI0 omMmeyeHbl 1eeKle KopomiKue
830pazueanus (makoe coCmMosiHue paree Omme4anoch 8 Hava-
Ae npucmynos). Yepes Heckonbko OHeli n000OHbIe 830pasusa-
HUs nosieuAuCs U nocae 3aceinanus. Ha gone npuema okckap-
bazenuna pebeHoK cman CNoKoiiHee, ycuouueee, yMeHbUIUAACh
aepeccugnocmo. llpu yuawenuu 630pazusanuii 60 8pems cHa
8pau peKkomMeH008a OMMeHUMb OKCKapbasenut, Ho pooume-
AU He XOmeau OMKAa3bl6ambCsi OM npenapama, Komopblil
yayuwun nosedenue peberka. [lonsimrka nomensms okckap-
0a3zenun Ha MONUPAMam npueena Kk momy, 4Hmo 830pasueaHusl
cmanu pesice, H0 NOAHOCHIbIO He NPOWALL, NPU SMOM B03HUKAO
pe3Koe 8030yicoerUe: YCUAUAUCH A2PeCCUBHOCHb, PA30padicU-
MeAbHOCHb, NOABUAUCH NOCIOSHHbIE B0KAAU3AUUY («<NULA-
Hue»). Tonupamam 6bin ommenen. K neeemupayemamy do-
baenen npenapam anvnpoesoii Kuciomsl. B nauane eeo
86e0eHUs OMMeHanucs 2 NPUCMYNa: KOpomrkuii poKanbHolil
(apuneoopanvhelil) npucmyn, Kynuposasuiuiicss Camocmosi-
menvHo uepe3 2 MuH, U yepe3 2 Hed — 8MOPUYHO-2eHEPaNU30-
BaHHbIIL npucmyn oaumensbHocmoto 30 MUH, Kynupoeasuiuics
66edenuem peaanuyma. Hounvie @30pacueanus npekpamu-
auch. Aepeccusi u 8030yiucoeHUe NOCMENeHHO YMEeHbUUAUCS.
Ha gpone kombunayuu nesemupayemama c nogviuleHuem 00-
360 0o 1000 me/cym u 6anvnpoesoil Kucaomol 6 003e
1000 me/cym emopuuro-eeHeparu308anHvle NPUCMYNbL Ky-
nuposanucs. Coxpansauce pedkue (1—2 paza 6 20d) goxans-
Hble (hapuHeoopansHbie) NPUCMYNbL 80 8PEMsL HOUHORO0 CHA,
4emKo 00yca061eHHble HAPYUEHUEM CXeMbl npuema npenapa-
moe@ (Hanpumep, HEB03MONICHOCMbIO Npuema AeKapcme
npu 8030yxucoeHuU, ucmepuxkax u m.Jd.). B neeponoeuueckom
cmamyce (6 éospacme 11 1em): uepenHole Hepevl — cA1abOCHb
KOHBepeeHyuu U aKkomodayuu ¢ obeux cmopoH, gpomopeax -
Yuu Jcugsle, AUYO CUMMEMPUHHO, A3blK NO CPeOHell AUHUU,
HecKkoabKo ycunena casusayus. /leueamensnas cghepa: moi-
weurblii monyc  Hopme. CyxodicunbHble peghiexcol NOBblUUeHb!
be3 uemxoii pasznuysl cmopon. IlosoxcumenvHolii cumnmom
babunckoeo ¢ obeux cmopon. Koopounamopruie npoobvt He 8bi-
noausiem. Ilpu nabaodenuu ommeuaemcs MOMOPHAsL HEAOB-
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Ta6aumna 3. Junamuueckue usmenenus 6 HeepoiocUu1ecKkom cmamyce nayueHmKu H.

Table 3. Dynamic changes in the neurological status of the patient N.

2015

BoipaxkeHHast TOCTOSTHHAST CaBaLIUS
Constant excessive salivation

Muxkporaatus
Micrognathia

Cma3M amIyKTopoB 6enep
Spasm of the adductor muscles of the thighs

BripaxxeHHast atakcust
Severe ataxia

Hapymenue ocanku, GyHKIMOHAIBHOE YKOPOYEHUE TTPaBOit
Horu Ha 0,3 cm
Posture disorder, functional shortening of the right leg for 0.3 cm

BripakeHHBII TUTIEPTrUAPO3 U KPACHBIM AepMorpadu3mM KUCTei
M CTOII C IEPEXOIO0OM B ,Z[I/ICTaJII)HHﬁ aKpolIMaHO3

Hyperhidrosis, red dermographism of the hands and feets turning into
distal acrocyanosis

BrlpakeHHast rTUIepakKTUBHOCTD, IT0JIEBO€ BHUMAHUE, HU3KUI
KOHTAaKT, HE BBIITOJIHACT HHCTPYKIIUHN

Obvious hyperactivity, field attention, low contact, does not follow

the instructions

‘YMepeHHas cajiuBalivsi, B OCHOBHOM B CBSI31 C YaCThIM
JIBUKEHUEM «pyKa B pOT»
Moderate salivation, mostly due to frequent putting of hands into mouth

VYKperuieHre MBI JTUIa
Strengthening of the face muscles

HopManbHbIi MBIIIIEUHBIN TOHYC ¢ TEHAECHIIMEH K TUTIOTOHUM,
CcoXpaHsIolecs B BUae NMepepa3rudaHus B KPYITHBIX CycTaBax
W APYTUX IPU3HAKOB COCAUHUTEIbHOTKAHHOM AUCILIA3UU
Normal muscle tone with a tendency to hypotonia, which appears

as hyperextension of the large joints and other signs of connective tissue
dysplasia

Hepeskas atakcusi, B 00Jb11I€1 CTENEHU 3a CYET HEJIOBKOCTH
Mild ataxia, mostly due to awkwardness

BoipaxkeHHbI TUTIEPJIOPA03
Severe hyperlordosis

CYXOCTI) KOXMH B IUCTAJIBHBIX OTACTIaX KOHEYHOCTEeU
Dry skin in the distal extremities

JlocTaToOuHO yCUIYMBa, IPUBJIEKAECTCSI K KOHTAKTY U COTPYIHM -
YECTBY Ha HEIMMPOAOJKUTEIIBHOE BPEMS, BBIIIOJHACT HEKOTOPHIC
WHCTPYKIWU, CHUKEHO YYBCTBO TUCTAHIIAY, IIPUCYTCTBYIOT
CTEPEOTUITNH, C(POPMHUPOBAHBI ITPOCTAsI CIOXKETHAS UTPa,
noapaxaHue, CJIOTH, CJIOBapHbIi 3amac He 6ojee 10 cioB

The patient is quite plodding, can be involved in a contact and
cooperation for a short period of time, follows some instructions,

has impaired distance perception, stereotypies; the patient is able

to take part in a simple plot game, can imitate, can pronounce syllables;
vocabulary is not more than 10 words

Kocmb. Bvinoansem npocmuie uHcmpyKuyuu, u3oupamensua.
ImoyuonanvHo aabunrvha. Ucmowaema. Axkmuemblii crosap-
Hblll 3anac 3Ha4UmMenbHo Hudice 803pAcMHOL Hopmbl (okono 70
cn08). Ilocae 10 nem yseauuenue ca06apHoeo 3anaca npouc-
Xo0um bvicmpee, cmaia NOBMOPAMs CA08A, CMUXU, NECHU.
Lumupyem ux, ucnoav3ys wabnoHbl 0451 OMEEMa Ha 60NPOCHL,
HO omeeyaem He eceed0a Ha memy 3adanHozo. Heycuduuea
(akmueHoe sHumarnue okono 15 mun). YyecmeumenvHovix Ha-
pyuenuii nem. Hagviku onpsmuocmu cgpopmuposarst. Hou-
Hoil BOM (aesemupayemam 1000 me/cym 6 2 npuema, 6anb-
npoam 1000 me/cym 6 2 npuema): 0OCHOBHAs PUMMUKA
chopmuposana no eozpacmy. Pecuonanvras snunenmugopm-
Has aKmueHocms 8 600PCMEOBaHUL 6 1e60 N00HO-UeHM -
DANbHO-BUCOUHOU 004ACMU, HE3A8UCUMO — 6 NPABOLL 3a0He-
BUCOYHO-MeMEeHHO-3amblA04HOI 0baacmu. B xode cHa unoekc
npeocmasaeHHOCMU SNUACHMUPOPMHBIX USMEHEHUTI 3HAYUMO
Hapacmaem, YCMOUHUBO Pe2UCMPUPYIOMCA Pe2UOHANbHbLE
UBMEHeHUS: 8 €60l N0OHO-YEeHMPANbHO-8UCOYHOU obaacmu
¢ pacnpocmpanenuem Ha 3a0HUe omaoeavl U OUCAHMHBIM
DACHPOCMPAHeHUeM Ha 20MOA02UYHble Omdenbl NPOMUEONO-

JN0JUCHO0 NOAYUADUSL; HE3A8UCUMO 8 NPABOLL 3A0HEGUCOYHO-
MeMeHHO-3aMbLAOYHOU 004aCMU ¢ PACHPOCMDPAHEHUEM
Ha 3a0Hue omdenvl U OUCTMAHMHBIM PACHPOCPAHEHUEM
Ha 20MOA02UUHbBIE 0TOeAbI NPOMUBONOAOICHO20 NOAYUADUSL.
InusenmugpopmHas akmugHOCMs No MOpGoaoeUU Ha omoenb-
HbIx 3noxax 3anucu coomeemcmeyem DI, B ounamuxe
no pesyamamam BOM (2012—2016 22.) ommeuaemcs: ymeHo-
ueHue uHdeKkca npedcmaesaeHHOCIMU U AMAAUMYObl Fnuaen-
Mu@opMHOU aKkmueHoCmu. 3a 8pems HAbAO0eHUs Y 0e60YKU
KYRUPOBAHBI 8BMOPUYHO-2eHEPANU308AHHbIE CYOOPONCHBLE
npucmynst. CoxXpanames nogedenyeckue HapyuleHus é uoe
UMNYAbCUBHOCIU, HeNPOU3BOAbHbIX 60Karuzayuii. Peuesoi
3anac ygeauyuacs 0o 100 caos. Cmana 3nauumensvuo bonee
KOHMAKMHOU: cmpemumcsi K 00UjeHUr, 8081eKaemcsi 6 C08-
Mmecmuyio desmenvHocms. [Ipodoaycaem obyyenue 6 wikone
KoMneHcupyruezo 8uoa no UHOUBUAYarbHOMy HAGHY (8 co-
npogodcoeHuy moromopa). B 3axarouenue caedyem omme-
MUmMb, Mo meuerue INUACNCUU He 8AUSN0 HA CIeNneHb Noge-
denueckux Hapywienuii npu aymusme. KoeHumugHbie
CROCOOHOCMU He UBMEHUAUCH npu Oebiome 3nuiencuu
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Taomuna 4. Junamuueckue usmenenus na D3I nayuenmru H. ¢ unmepeanom ¢ 1200

Table 4. Dynamic changes on EEG of the patient N. within 1 year

EEG parameter

OcCHOBHasI pUTMHKA,
¢oHOBasE GMOBNEKTPH-
YyecKasi akTUBHOCTD
Mo3ra (6ompcTBOBa-
HHE/COH)

Basic rhythm, background
bioelectrical brain activity
(wakefulness/sleep)

30.11.2014, night VEM

OcHOBHasI aKTUBHOCTh C(DOPMUPOBAHA B TIpeIeTax
BO3PAcCTHOM HOPMBI, TIpeACTaBiIeHa (parMeHTap-
HO. OTMeyaloTCsI MOBBILIEHHbIE MHIEKC U aMILIU-
Tyma OBICTPOI aKTUBHOCTHU OeTa-Irarma3oHa.

B 6onpcTBOBaHNY PETUCTPUPYIOTCS TIEPUOTAYE-
CKME MEIJIEHHOBOJIHOBBIE aKIIEHTYalllH, [IPEUMY-
IECTBEHHO TeTa-Arana3oHa, TO B JIEBOH,

TO B MPaBO# JOOHO-1IEHTPAIbHO-BUCOYHOM
obJacTu.

B GonpcTBOBaHWM PETUCTPUPYIOTCS €MTUHIIHBIE

25.11.2015, night VEM

OcHoBHas putMuKa chopMrpoBaHa

10 BO3pAacTy.

Bo cHe oTMeuaeTcsi MOBbBIIIEHHbI MHAEKC
MPEACTABIEHHOCTU OBICTPOBOJTHOBOM aKTUBHOCTHU
OeTa-auara3oHa, BhISIBIISIOTCSI HEYCTOMYMBBIE
MEIJIEHHOBOJIHOBbIE aKLIEHTYalluX B IPaBOM
JIOOHO-1IEHTPaJIbHO-BUCOYHOM 00J1aCTU
Background activity is within the norm according

to the age. Increased index of fast activity was detected
during sleep; unstable slow-wave accentuations

3a0CTPEHHbIE TIOTCHIIMABI B JIEBOM, pexKe
B MpaBoii T0OHO-1IEHTPAJbHOM 00J1aCTH.

in the right frontal-central-temporal region are also
registered

Bo cHe peructpupyercs mepuoanIecKoe 3aMeie-
HUe TeTa-IeIbTa-Iuamna3oHa B JIEBOM JTJOOHO-

BUCOYHOI 00Jy1acTu

Background activity is within the norm according to the
age, is presented fragmentally. Increased index and
amplitude of the fast activity in the beta range is detected.
Periodical slow-wave accentuations mostly in the
teta-range in the left and right frontal-central-temporal

regions are registered during wakefulness.

Individual peaked potentials in the left (sometimes in the
right) frontal-central region are detected during

wakefulness.

Slowing of the theta/delta range activity in the left
frontal-temporal region is recorded during sleep

AnunentudopMHast Her
aKTMBHOCTb (bompcr-  None
BOBaHNE)

Epileptiform activity
(wakefulness)

U He YAYHWUAUCS NPU Kynuposaruu npucmynos. Heboavuioe
YAVMULeHUE NCUXUMECK020 COCMOSHUS, D0aee 8ePOSMHO, C85-
3AHO C 83POCACHUCM U HENPEKPAUARUUMUCS PA3BUBAIOUUMU
sanamusmu. K coxcanenuro, Heav3s ckazams, 4mo npu 3Ha-
YUMEAbHOM YMEHbULeHUU UHOCKCA SNUNERMUPOPMHBIX U3Me-
HeHuil Ha DII 60 8pems HOUHO20 CHA Y 0e8OUKU YAYHUIUAOC
neuxu4eckoe pasgumue.

Knunuyeckui cnyyaii 2

Hayuenmra H., 5 sem, nabarooaemcs 6 kaunuxe UJIHD
um. Cesmumens JIyku no noody eepuguuupo8arHHoeo Cu-
dpoma Koavuyesoil xpomocomnol 22 (q13), aymuszma, 3adep-
JACKU NCUXOPEUe8020 PA36UMUSL, COCMOAHUS, ACCOUUUPO-
6anHoeo ¢ Huskum unoexcom A na IDI. U3 anamuesa
u3gecmHo, umo degouxa om 1-ii bepemeHHoCmU, NPomeKas-
weil Ha gone mMHo20600us 6 111 mpumecmpe, u onepamug-
HbIX 0008 8 CPOK nymem IKCMPEHHO20 Kecapeda CeveHus.

B cocTrossHMM G0aPCTBOBAaHUS PETUCTPUPYETCS
SNUIeNTU(POPMHAST aKTUBHOCTD B BUIE CIMHUY-
HBIX OCTPBIX BOJIH, KOMIUIEKCOB ITMK—BOJIHA,
OCTpasd—MEIJICHHaA BOJIHa

B MPaBOM LIEHTPaJIbHO-BUCOYHOI 00JIaCTH,
MEePUOANIECKH C PACIIPOCTPAHEHUEM

Ha IpaByIo JIOOHYIO 00JIaCTh

Epileptiform activity is detected during wakefulness.

It includes isolated sharp waves, spike-and-wave and
sharp-and-slow wave complexes in the right central-
temporal region, periodically spreading to the right frontal
region

IIpu poxcdenuu macca mena 2690 e, pocm 51 cm, no wkane
Aneap 8 uz 9 6annos. C podicoeHuss ommeuaemcs 8bipadlceH -
Has dug@ysnas moluieuras eunomorus. Paunnee pazsumue
npoUCxoouno ¢ HeboAbUWOU 3a0epPIHCKOl: Ha1ala nepegopa-
yueamoscs 6 5,5 mec, cudemsv u noazame — 6 8 mec 3 Heo,
eécmasams u xo0ume y onopsi — 6 9 mec, xooums — 6 1 200
3 mec. Ilepsoe cro6o «daii» — 6 3 eoda. B 1 200 4 mec 06-
caedosarna ¢ HIII JII1. DI chuxcernue nopoea cyoopodic-
Holi comosHocmu. Komnvromepras momoepaghus 201081020
Mo3ea: eunonaasus uepes moziceuka. Koncyaomayus op-
moneoa: sunepmoOUILHOCI CYCMABOE, NAOCK08ANbEYCHbLE
cmonbl, nepekoc maza enpaso. Ilpogedeno eenemuyeckoe
obcaedogaHue: Kapuomun — Koavyegas xpomocoma 22
(22q13.3). D3OI’ 6 1200 10 mec: snusenmughopmHoii akmue-
Hocmu He ebisisaeno. Ocmomp ncuxuampa 6 1 200 10 mec:
IMOUUOHANBHOMY KOHMAKMY 00CMYNHA, usbupamens-
HO QKMUBHA, PACMOPMONCEHA, 8 Peull OMOeAbHble CA02U.

41



42

wssis' IETCKOM
HEBPOAOT UM

EEG parameter

OnunentudopMHas
aKTUBHOCTD (COH)
Epileptiform activity
(sleep)

30.11.2014, night VEM

B xone cHa HUBKMM MHAEKCOM IIPENCTaBIeHHOCTA
PErUuCTPUPYIOTCS perMoHaTbHbIE SMUIENTUHOPM-
HbIE U3BMEHEHUS B BUIE KOMIUIEKCOB MUK — MEJI-
JIEHHAs BOJIHA CpeHEN aMIUIMTY/bl B JIEBOW
nepeaHeI00HoM 001aCTH, SMU30IUYECKU

B [IPaBOYi MTePeIHEI00HON 00IacT

Rare regional epileptiform changes are detected during
sleep. They include spike-and-slow wave complexes of
moderate amplitude in the left anterior frontal region,
periodically in the right anterior frontal region

4

Oxonuanue mabn. 4
End of table 4

25.11.2015, night VEM

Bo cHe peructpupyercs anuaenTuGopMHast

aKTUBHOCTD B BUIE CITAiKOB, OCTPBIX BOJIH,

KOMIUTEKCOB TTMK—BOJTHA, OCTpas—MeIJIeHHAasT

BOJIHA, IIPEICTaBICHHAS:

* B IpaBoii JIOOHOI 00J1aCTH;

© B IIPaBOU IEHTPATHHO-BUCOYHOI OOJIACTH,
MEPUOAUNIECKH C PACIIPOCTPAHEHUEM

*  Ha IIpaBylO JIOOHYIO 00J1aCTh;

*  BJICBOWM JJOOHOW 00JIaCTH;

© B JIEBOW BUCOYHOI 00JaCTH, IEPUOIUIECKHU

* € pacnpoCTpaHEHUEM Ha JIEBYIO LEHTPAIbHO-
JIOOHYIO 00JIaCTh;

©  eIMHUYHBIMU KOPOTKMMU OM(MPOHTATBHBIMU
pa3psiiaMu HU3KOM CTENeHU OuiaTepaaibHOM
CUHXPOHU3ALIUU.

Bo cHe oTMeuaeTcst HapacTaHue MHAEKCA Mpea-

CTaBJEHHOCTH SMUICNTUDOPMHOI aKTUBHOCTH,

Ha OTHebHBIX 21oxax nqocturawoiiee 20—30 %,

B 1IEJIOM He TpeBblmaromee 5—15 %

Epileptiform activity is detected during sleep.

It includes spikes, sharp waves, spike-and-wave and

sharp-and-slow wave complexes, registered:

. in the right frontal region;

. in the right central-temporal region, periodically
spreading to the right frontal region;

. in the left frontal region;

. in the left temporal region, periodically spreading
to the left central-frontal region;

. isolated short bifrontal discharges with low-level

bilateral synchrony.

o Epileptiform activity increases during sleep, reaching
20—30 % in some recording periods, but not
exceeding 5—15 % in total

DrnunenTudopMHast aKTUBHOCTD T10 CBOE MOP(OJIOTUY Ha OTAEIBHBIX SITOXaX 3aIIMCU COOTBETCTBYET
JI0OPOKAYeCTBEHHBIM SMIJIENITU(OPMHBIM NTAaTTEPHAM IETCTBA
Morphological features of epileptiform activity match those of BEDC during some recording periods

Ilpumenanue. DII" — snexkmposnuyeganoepamma; BOM — eudeo-II3T monumopune.

Note. EEG — electroencephalogram; VEM — video- EEG-monitoring.

C mamepovio obwaemcs ywcecmamu. Ilonsimka cumnmoma-
MmuvecKk0eo MeOUKaAMeHmMo3H020 AeUeHUs] NOBeOeHUEeCKUX
HapyuwleHull pucnosenmom U CmuMyasyus HoOmponHoIMU
npenapamamu (nanmozam) npueea K Hapacmauur eunep-
OQUHAMUYECK020 CUHOPOMA, Aepeccull U UMNYAbCUBHOCU.
[locae ommenst mepanuu cocmosue yayuuuaocs. C 3 aem
cucmemamuuecku noayvyaem ABA-mepanuro, adanmusHyio
Quskyavmypy u 3auamus c arozonedom. Ha gone 3anamuii
ommeuaemcs yay4uieHue paseumus u nogedenus (maba. 3).
Hunamuueckue usmernenus Ha D31 nayuenmru ompasjceHvl
6 maoba. 4 u na puc. 1—4.

[1pu cpaBHEHUYM B TMHAMUKE OTMEYaeTCs TOSIBJICHUE
peaKoi anmIenTU@OPMHON aKTUBHOCTH B OOAPCTBOBA-
HMM, a TAKXE HapacTaHUe MPeICTaBJICHHOCTH U U3MEHe-
HHeE ee JIOKAJIM3alluK BO CHE.

006a KJIMHUYECKUX cllydast JEMOHCTPUPYIOT CXOJ-
CTBO KJIMHMYeCKUX npossienunii. [Ipu COM snurern-
cusl MMeeT BO3pacT3aBUCHUMOE TeUeHUe: MOsIBICHUE
JADIIM na D3I ¢ ganpHEeWIIMM HapacTaHUEeM MHIeKca
MU TU(GOPMHON aKTUBHOCTU BO BpeMsl CHa, Ie0I0T
(hapuHroopaabHbIX IIPUCTYIIOB B LIKOJIbHOM BO3pacTe.
[IpuCTyIbl UMEIOT CKJIOHHOCTh K BTOPUYHOI T'eHepali-
3allMM U CTAaTyCHOMY TedeHuo. [Ipu Tepanuu ciaeayeT
u30beraTh Ha3HauYeHUs JIaMOTPUIKXKMHA U KapbaMa3se-
nuHa. [Ipemapatsl BbIOOpa — BajIbIIpOeBasi KMCIOTA,
JIeBeTUpaLleTaM.

JlekapcTBeHHas Tepamnus 3aAepXKKKU pa3BUTHUS U ay-
tu3Mma y gereii ¢ COM HeomHo3HayHa. Tak, B o6oux
HaIllMX HAOJIOAeHUSIX MONbITKA IPUMEHEHUs HEpo-
JIENITUKOB [/ KOPPEKLMH OBEASHUECKUX HAPYILIEHUI
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Puc. 1. Oaexmposuueganoepamma nayuenmxu H., nepexod ko cHy
(30.11.2014). PecuonanvHas snurenmug)opmHas GkMueHOCmMs: UK — Me0-
JIeHHAs1 0AHA 8 NPABOLl N0OHOI 06AGCMU ¢ PACNPOCMPAHEHUEM HA NPABYIO
NnepeOHesUCOUHYH0 001aCMb, HEe3A8UCUMO 8 NPABOU UEHMPANbHO-BUCOHHOL
obaacmu, He3a8ucumo 8 1e6oil 100HOl obaacmu (006poKauecmeeHHble SnU-
nenmughopmHble nammepHsl 0emcmea)

Fig. 1. Electroencephalogram of the patient N., transition to sleep
(30.11.2014). Regional epileptiform activity: spike-and-slow wave in the right
frontal region spreading to the right anterior temporal region, independently
in the right central-temporal region, independently in the left frontal region
(benign epileptiform discharges of childhood)

Puc. 2. Daexmposnyepanroepamma nayuenmxu H., nepexod ko cny
(25.11.2015). Peecuonanvhas 3nusenmugpoOpmMHas aAKmMUHOCMb: NUK —
MeONeHHAs 80MHA 6 NeB0l 3a0HeN00HO-8UCOYHOU 004aCmU, He3A8UCUMO
6 npaesoil 100HOU obaacmu ¢ pacnpocmpaHeHuem Ha NPagyr nepeoHesu -
couHyo ob6aacme (doOpokavecmeeHHble INUAENMUDPOPMHbIE NAMMEPHbL
demcmea)

Fig. 2. Electroencephalogram of the patient N., transition to sleep
(25.11.2015). Regional epileptiform activity: spike-and-slow wave in the left
posterior frontal-temporal region, independently in the right frontal region
spreading to the right anterior temporal region (benign epileptiform discharg-
es of childhood)

npuBeja K napagokcalbHoMy 3 @PeKTy — HapacTa-
HUIO MOTOPHOI PAaCTOPMOXEHHOCTU ¥ BO3OYIUMOCTH,
a IpUMMEHEeHMe TaK Ha3blBaeMbIX MSIKUX HOOTPOIIOB,
pa3pelleHHbIX B I€TCKOM Bo3pacTe (FOIMaHTeHOBask KMC-
JIOTa), YCUJIMJIO BO3OYIMMOCTD B IIOBEIEHUM U VXYL~
10 KaptuHy D3OI 3HaunTeabHO Oosee 3PPeKTUBHBIMU
0Ka3aJIMCh Pa3BUBAIOIINE 3aHSITHS C IPUMEHEHUEM Me-
Toauku ABA, HelipoKoppeKIIMs, JTIOTONeAUIECKUIA Mac-
cax ISl YMEHbIIEHUS TUIlepCaluBallii, aganTUBHAasI

Puc. 3. Inexkmposnyepanroepamma nayuenmxu H., con (30.11.2014). Pe-
2UOHANbHAS INUNENMUPOPMHAS AKMUBHOCMb: NUK — MeOAeHHAs 601HA,
ocmpas—meoneHHas 604HA 8 NPABoi N06HOU 06AACMU ¢ PACHPOCIPAHEHUEM
Ha npagyio nepeoHesUCOHHY0 001aACMb, He3A8UCUMO 8 NPABOLL UEHMPANbHO-
BUCOYHOL 001aCMU, HE3ABUCUMO 8 18011 N0OHOI 06AaAcCmU ¢ PACHPOCMpPaHe-
HUeM Ha Ne8YH0 UEHMPANbHYIO U 8UCOUHYI0 004acmu U OUCIAHMHbIM Pac-
NPOCMPAHEeHUeM Ha 20MOA02UUHbIE OMOebl NPOMUBONOAOICHO20 HOAYUIAPUS]
(OobpokauecmeeHHble SnuULenMUPOPMHbIe NAMMEPHBL Oemcmea)

Fig. 3. Electroencephalogram of the patient N., sleep (30.11.2014). Region-
al epileptiform activity: spike-and-slow wave, sharp-and-slow wave in the
right frontal region spreading to the right anterior temporal region, indepen-
dently in the right central-temporal region, independently in the left frontal
region spreading to left central and temporal regions and with distant spread
to the homologous regions of the opposite hemisphere (benign epileptiform
discharges of childhood)

Puc. 4. Dnexmposnyegpanoepamma nayuenmxu H., con (25.11.2015). Pe-
2UOHANbHAS HNUNENMUPOPMHAS AKIMUBHOCMb: NUK — MeOAeHHAs 80AHd,
ocmpas—meoNeHHas 804HA 8 NPABOLL N0OHOT 00AGCIU ¢ PACHPOCMPAHEHUEeM
Ha npasyio nepeoHesUCoHHyo 004acmb, He3a8UCUMO 8 NPABOLL UEHMPANbHO-
BUCOYHOI 001aCMU, HE3A8UCUMO & Ne80I N0OHOI 0baacmU ¢ pacnpocmpane-
HUeM Ha Ne8yI0 UeHMPAAbHYIO U 8UCOUHYI0 00aacmu U OUCAHMHbIM Pac-
NPOCMPAHeHUeM Ha 20MOA02UHHbIE OMOenbl NPOMUBONOA0ICHO0 NOAYIADUS
(Dobpokavecmeenvie InULenMUPoOpmMHble NAMMEPHbL 0eMCcmea)

Fig. 4. Electroencephalogram of the patient N., sleep (25.11.2015). Region-
al epileptiform activity: spike-and-slow, sharp-and-slow wave in the right
frontal region spreading to the right anterior temporal region, independently
in the right central-temporal region, independently in the left frontal region
spreading to left central and temporal regions and with distant spread to the
homologous regions of the opposite hemisphere (benign epileptiform discharg-
es of childhood)

¢bu3KyaBTYpa IJIs1 KOPPEKINU TIOCKOCTOIIMS, HAapy-
IICHUST OCAHKM, YJIYYIICHUS MMOXOAKHA M MEJIKOIl MO-
TOPHUKH.
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Onunentud@opMHasgs aKTUBHOCTb y ITallMEHTOB
¢ COM B OOJBIIMHCTBE Cily4aeB MMeeT XapakKTep
JADIIA. JaHnHag aKTUBHOCTDH BCTpeUaeTCsl Y 3I0POBBIX
JIeTeil MKOJBbHOIO BO3pacTa Ipu OOJIBIIIOM KOJIMIESCTBE
3aboneBanuii ITHC, a Takke 1ipy pa3InyHbIX TeHETUYE-
CKMX CHUHAPOMAX, KaK B COYETAHUM C SMICTITUIECCKI-
MU IpUCTyIlaMu, Tak U 06e3 Hux. K cuHapomam c amnu-
JNeNTU(MOPMHOI aKTUBHOCTBIO 1o Tuity ADI1/ Ha DT,
HO 0€3 3MICITUICCKUX IIPUCTYIIOB OTHOCATCSI CHHIPOM
JIOMKOM X-xpoMocoMbl (cuHIpoM MaptuHa—bemn)
u cunnpom Kumaiingensrepa (47, XYY). JJaHHBINA CHH-
JIIPOM SIBJISIETCSI €Ille OMHUM ITOATBEPXKICHUEM KOHIICTI-
uuu H. Doose 0 BpoxXJIeHHOM HapylleHUU MPOLIeCCOB

CO3peBaHUS MO3Ta, KOTJa ¢ HaCTyIUICHHEM IybepTraTa
SIIMJICTICUS ITOCTeIIeHHO yracaeT [1].

BaxHo manpHeiilnee n3ydeHUe TSICHUS SMICTICHI
u u3MeHeHnit Ha DDI y manmeHToB ¢ COM. HezaBucumo
OT HAJIMYMS Y TTIAIIMEHTOB SIICIITUYECKIX IIPUCTYIIOB pe-
KOMeEHIyeM TTpoBoauTh BOM ¢ BKiIioyeHreM HOUHOTO CHa
JeTsIM (M TI0 moKa3aHusIM B3pociabiM) ¢ CDOM Kak MUHH-
MyM 1 pa3 B rofi, YTOObI BEISIBUTh XapaKTep BO3PACTHBIX U3~
MeHeHmit DD npu naHHOM cuHApoMe. B cBsI31 ¢ BEICOKOI
BEPOSITHOCTBIO pa3BUTHS OITyXOJIEH 3aqHEN YepEeTHOMN SIMKA
Takke Heooxoauma MPT. [ToMruMo 3TOro nokazaHbl Ha-
OroeHYE ¥ JICYCHUE Y HEBPOJIOTa, SITMJICTITOJIOTA, TICUXM-
aTpa, a B JETCKOM BO3pacTe — KOPPEKIIMOHHO-Pa3BUBaI0-
LIME 3aHSTHUS C TICUXOJIOTOM, Je(EKTOIOrOM U JIOTOIEIOM.

Asmopbt evipaxcatom 6aazo0apHocms podumensm nayuenmos ¢ cunopomom Pesan—Makepmud 3a uHgopmayuoHHy0

HOMOUb.

Poccuiickue cembu ¢ demomu ¢ OAQHHBIM CUHOPOMOM MOZYM NPUCOCOUHUMBCS K NALUeHMCKOMY 00seduneruro «Cunopom
Denan—Max Jepmud» (https://www.facebook.com/groups/755372414572077/), aeaaowemycs nodpazoesernuem meicoyHa-

POOHO20 coobulecmea cemeil ¢ demomu, umerouwumu cunopom Peasan—Mak epmud.
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