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Ocmpad amaxcud, BO3HUKWAA nocne ocmpoii pecnupamopHoii BupycHoil
UHeKuuu y AeBOYKU 2 nem, Kak aebrom KNUHUYECKuX npoaBneHuil
cusapoma Anrenbmasa
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Cundpom Aneenvmana (CA) — 3mo XpoMocoMHblil CUHOPOM, NPOSBATIOUWUILCS AMUNUMHBIM AYMUIMOM C YMCMBEHHOU OMCMAN0CIbIO, dNULeN -
cueil, 2pyOblM HapyweHUeM peuesoeo paseumus, 08UAMeNbHbIMU PACCMPOUCMEAMU, AMAKCUel, A MAaKice 0COObIM (CHACMAUBHIM) NOBedeHU -
eM NAYUeHMOo8 6 COMeMAanUul Co 6CRbIUKAMU cMexXa. 3abonesanue 03HUKAem 8 pe3yabmame Mymauuu Mamepurckoeo aokyca 15q11.2—13
unu eena youxkeumurosoeo komnaexkca UBE3A. Jlannvle eenvi peyaupyrom yHKYUOHANHYIO AKMUBHOCMb HEUPOHO8 eUNNOKAMNA, 000HS-
MeNbHbIX NYK08UL, NePEUHHOI 3DUMeNbHOL Kopbl, Mo3dceuka. Mol npedcmaensiem nemunuunstii cayuaii CA, KAauHu4ecKas KapmuHa Komopo-
20 PA36ePHYAACH NOCAe OCMPOLl PeCRUPAMOPHOU 8UPYCHOU UHGeKUUU ¢ (eOpUabHOL meMnepamypoii. 3abonesarue 0eOMUPOBAN0 INU300aMU
0Cmpoll amakcuu, nPepvleasuiMu noscedHesHyio desmensHocms peberka. Tlocmenento npousouen peepecc pewegoeo pazeumus — nponanu
omadenvHble 1084, ycmynug mecmo Aenemnoil peuu. Takce nossuAUCs CMEPEOMUNHble O8UNCEHUS 8 BEPXHUX KOHEUHOCMSAX (ceubanue pyK
6 JOKMEBbIX CYCMAasax, omeeoeHue Ux 6 CMopoHy U NOMPSIXUBAHUe KUCMAMU), HeMOMUBUPOBaHHbLi cMex. H3-3a HexapakmepHoeo 0eGomHo-
20 nposieaeHUs 6 ocmpom nepuode oughgheperyuanbHblil duaeHo3 nPoeooduncs mexucdy cAe0yYRUUMU cOCMOosHUIMU: 1) cuHOpom oncokaoHyca-
MUOKAOHYCA; 2) HAPYUIeHUs M03208020 KPOBOOOPaleHUs; 3) dnunencus ¢ abcancamu u amoHudecKumu npucmynami; 4) napoxKcusmanbhole
duckunesuu u amakcuu; 5) deGiom Helipodecenepamueroeo 3a60aeeéanust; 6) pannuii demckuil aymusm. Pezyssmamor aabopamoproix ucciae-
008aHULI NO380AUNYU UCKAHOHUMb ONCOKAOHYC-MUOKAOHYC, MACHUMHO-PE30HAHCHAS MOMO2PAGUsl U UCCAe008aHUS COCY008 — UepeBposacky-
ASPHYI0 namonoeuro. Boisenentbie npu npoeedeHuu 6U0e0neKmposHuedanoepaduuecKoe0 MOHUMOPpUHea U3MeHeHUsl 8 COBOKYNHOCMU ¢ AHAM-
HecmuuecKumMu OGHHbIMU (803HUKHOBEHUE KAUHUMECKUX CUMPMOMO8 NOCAe AUXOPAOKU) NO360AUAU CY3UMb OUASHOCMUMECKUI NOUCK;
3anodosper CA. Yuumvieas couemanue amaxcuu ¢ 08UeamenbHbIMuU paccmpoticmeami, 6bL10 peueHo nposecmu He MOAEKYASPHO-eeHemuH1ecKuil,
a MUKPOMAMPUUHbLE GHAAU3, YMOObL UCKAUUMYb KAHAAONAMUU U Opyeue 803MOJICHble HaciedcmeerHble npuduHsl. Memoouka noaumepasHoil
UenHoli peakyuu He evissuna usmenenuil, xapaxmephuolx 0151 CA. O0Hako npu MUKpOMAmMpUu4HOM AHAAU3e OOHAPYICEHO, YIMO MONCKYASPHbLI
Kapuomun umeem y4acmgu ¢ nomepeii 2emepo3ucomHoCcmu 10Kyco8, co0epicaujux eeHbl, cesizanuble ¢ penomernom umnpunmunea (UBE3A).
Taxkum o6pazom, CA 6bin nodmeepaicoeH.

Karoueevie caosa: ocmpas amakcus, cunopom Aneeavmana, een UBE3A, snunencus, abcaucol, amoHuyeckue npUCmynbl, aymusm, 0nco-
KAOHYC-MUOKAOHYC, NAPOKCUIMANbHbIE OUCKUHE3UU, NAPOKCUSMANbHbIE AMAKCUU
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ACUTE ATAXIA, TAKING PLACE AFTER ACUTE RESPIRATORY VIRAL INFECTION IN 2 Y. O. GIRL,
AS A DEBUT NEUROLOGIC SIGN OF THE ANGELMAN SYNDROME
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Angleman syndrome (AS) — is a chromosomal syndrome, which is manifested through atypical autism with feeble minding, epilepsy, outrage
of the speech development, movement disorders, ataxia, as well as special (happy) behavior of patients, combined with outbursts of laugh. The
disease is caused by the mutation of 15q11.2— 13 maternal locus or by the gene of UBE3A ubiquitinated complex. Such genes regulate the
Sfunctional activity of hippocampus neurons, of olfactory bulbs, of the parastriate cortex, of the tentorium. We demonstrate the atypical AS
case, which clinical presentation developed after acute respiratory viral infection with febrile temperature. The disease started with episodes
of acute ataxia, interrupting daily activities of the child. Step by step the speech development was regressing — several words have fallen out,
leaving the space for babbling sounds. Also appeared stereotypic movements of upper extremities (bending of arms in elbow joints, its retraction
and joggling of hands), unmotivated laugh. Due to the nonrelevant starting presentation in the acute period following conditions were differ-
entially diagnosed: 1) opsoclonus-myoclonus syndrome; 2) cerebral circulation diseases; 3) epilepsy with absences and atonic attacks;
4) paroxysmal dyskenisias and ataxias; 5) start of the neurodegenerative disease; 6) early childhood autism. Results of laboratory research
allowed to exclude opsoclonus-myoclonus, the magnetic and resonance tomography and vessels research allowed to exclude the cerebrovas-
cular pathology. Changes, revealed in the course of the videoelectroencephalographic monitoring, as well as anamnesis data (clinical symptoms
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after fever) allowed to narrow the diagnostic search; AS suspected. Provided the combination of ataxia with movement disorders, it was de-
cided to carry out not molecular & genetic, but also micromatrix analysis, in order to exclude the channelopathy, as well as other genetic
reasons. The method of polymerase chain reaction did not reveal changes, typical for AS. Anyway, the micromatrix analysis has revealed that
the molecular karyotype has got spots with lost heterozygosis of locuses, containing genes, referred to the imprinting phenomena (UBE3A). In

such a way, AS was confirmed.

Key words: acute ataxia, Angelman syndrome, UBE3A gene, epilepsy, absences, atonic attacks, autism, opsoclonus-myoclonus, paroxysmal

dyskinesia, paroxysmal ataxias

Cungpom AnrenbmaHa (CA) — XpOMOCOMHBIN CUH-
JPOM, TIPOSIBJIIOIUICS YMCTBEHHOI OTCTaJIOCTbhIO, IBU-
raTeJbHbIMU PACCTPONCTBAMU, aTAKCUEH, SMUIIEIICUEHA,
rpyOBIM HapyIIeHUEM PEUYEeBOTO Pa3BUTHSI, a TAKXKE OCO-
OBIM (CYACTIMBBIM) ITOBEACHNEM MALIMEHTOB B COUETAHUU
CO BCIIbIIIKaMu cMexa [1].

Hcmopus

3aboseBanue onucaHo I. AHrebMaHoM B 1965 1y ma-
IIMEHTOB C YMCTBEHHON OTCTAJOCThIO U CBOEOOPAZHBIM
(xapakTepHbIM) (PeHOTUIIOM MO/ Ha3BaHUEM «CUHAPOM
CYACTJIMBOU KYKJIBI».

dmuonorus

CeMbJIeCsIT MPOIIEHTOB CTy4aeB BO3HUKAIOT B PE3YJIb-
tate myTtauuu 15q11.2—13 de novo, 2 % nabmoneHuit —
JIVCOMMSI TIO OTIIOBCKOM JIMHUM (TTOTEPST MATEPUHCKOTO
JI0Kyca), 2—3 % — nedeKT HeHTpa UMIIPUHTUHIA. Bosib-
IIMHCTBO OCTAJIBHBIX CTyYaeB CBSI3aHBI C MyTallMeil TeHa
youksutvuHa UBE3A [7].

Mamorexes

CA — 3abosieBaHME, SBJSIONICECS IPKUM IIpUMeE-
POM HapyIlIeHUS TeHOMHOTO MMIIPUHTHHTA. [eHOMHBIN
UMIIPUHTUHT — (DeHOMEH, BBISIBJICHHBIN Y MJICKOITMTA-
IOIINX, KOTAAa B OpraHn3Me peOeHKa 3KCIIPECCUPYIOTCS
JInOO MaTepuHCKUeE, TMOO0 OTLOBCKUE TeHbl. B yacTHO-
ctu UBE3A — reH yOUKBUTUHOBOTO KOMIIIEKCA — 9KC-
MIpeCcCUpPOBaH BO BCeX TKAHSAX OpraHMW3Ma, HO B MO3Te
(a MMeHHO, B KJIETKaX TUIIToKaMIia, KieTkax [IypKuHbe
B MO3XeUKe, 000HSTEIbHBIX JIYKOBUIIAX W 3pUTEIHHOMN
KOpe) MpeacTaBlIeH MIPEeUMYIIEeCTBEHHO MaTepUHCKUI
Jiokyc. [Ipu 3TOM KJIETKU TJIMU TE€X XK€ OTAEJOB 3KC-
MIPECCUPYIOT KaK OTLOBCKUI, TaK M MAaTePUHCKUI a-
JIeNTb. YOMKBUTUHOBEINM KOMITJIEKC YIaCTBYET B paciiane
0OEJIKOB; eT0o pa3pylIcHHEe IMMPUBOIUT K U30BITOUHOMY
pacnany 0eJIKOB ¢ HEBO3MOXKHOCTBIO MX BOCCTAHOBIIC -
HUs. OCOOEHHO CTpaJaloT MPOLEeCcChl TPAHCAYKIIUHU,
KJIeToyHoro aejieHus, penapauuu JHK, Tpanckpurn-
uuu [7].

Yactora Bctpeuaemoct CA B IMOMYJISIINM, TI0 pa3-
HBIM JJaHHBIM, KoyiebeTcst oT 1 6osbHOTO Ha 10—30 ThIC.
YeJI0OBEK, TOCTUTAsT CPEeIU MALIMEHTOB C YMCTBEHHOM OT-
cranocTbio 4,8 %. Manburku 1 1eBoYKu 3aboneBaror CA
MPUMEPHO C OAUHAKOBOU yacToToi [3].

RnuHuyeckas KapmuHa

Knunnueckue xpurepuu mist CA pa3paboTaHbl KOH-
ceHcycoMm 1o nuarHoctuke (C.A. Williams, H. Angelman
U coaBT., 1995) u npeacTaBiaeHbl B BUIe TaOJUIbI BO MHO-
rux pykoBonctBax [1]. B taHHO cTaThe Mbl OCTAHOBUMCS
Ha HEKOTOPBIX HanboJiee SIPKUX CUMITTOMAX 3a00JIeBaHNsI.

Pannuii 603pacm. Macca Tena, OKpy>XHOCTb TOJOBBI
TPU POXKIAEHUN OOBIYHO B HOPME, 32 UCKIIIOUEHUEM CITY-
yaeB, KOT/Ia UMEET MECTO COITYTCTBYIOIIAsI TUTTOKCUSI.
Y HoBOpOXIeHHBIX ¢ CA MOXHO OTMETUTB BSJIOE COCAaHUE
U MBIIIIEYHYIO TUTIOTOHUIO, CJIEJICTBUEM YETO MOTYT OBITh
CPBITMBaHUs, racTpoa3odareanbHblil pedioke. Y momio-
BUHBI JIETEl K KOHILY IePBOTO rojia XKU3HU OTMEYAIOTCSI
HEJ0CTaTOYHBIN MTPUPOCT TOJIOBBI (MUKpOILIedansi) U Th-
nieppediaekcusi. MoxeT pa3BuThcst Kocormnasue. [To mepe
CTaHOBJIEHUSI MOTOPHBIX HABBIKOB CTAHOBUTCST 3aMETHBIM
TpeMop. B 1iesiom no ongHoro roga y pebenka ¢ CA xapak-
TEPHBI 33Jiep>KKa TeMIIOB MOTOPHOTO U PEYeBOTO pa3BU-
TUS, MblllIeYHas TunoToHus [10].

B BO3pacrte moce roma MosiBISIETCS MOCTOSTHHAS
yabIOKa, MpUCTyTbl cMexa. CTaHOBUTCS 3aMETHBIM JINILIe-
BOI TUCMOP(U3M: IIIMPOKUH POT, BBICTYIAIOIIAS HUXKHSIS
YEeJIOCTh, OOJIbIIIME MEX3yOHbIe MPOMEXYTKU, Opaxu-
U MUKpotiedanus, rurnonurmeHTanus [2].

JHowrkoavroii u wxoavnoti 6o3pacm. PedoeHok ¢ CA ot-
JINYaeTCsl CBOEOOPA3HON «KECTKOM» MOXOIKOM ¢ TTOTHSI -
THIMU Ha YPOBEHB IPYAUN U COTHYTBIMU B JIOKTEBBIX CyCTa-
Bax pykamu. PacTopmMoXeH, CMENUIUB, SI3bIK BBICYHYT,
YCWJIEHO ClIIOHOTeuyeHue. Peub oTcyTeTByeT. JlecsaTh mpo-
neHToB gereii ¢ CA He XomAT U 0ObIYHO HAOII0HAI0TCSI
C IMAarHO30M «JIETCKUI 1IepeOpasibHbIN Mapainy». Hapy-
IIEHUSI CHA (JIMCCOMHMST) BCTPEUAIOTCS OYeHb yacTo. Tu-
MMUYHBI TPYTHOCTH 3aChIMIAHUS U YaCThie TTPOOYKIECHUSI.
XapakTepHO TUIIepaKTUBHOE TIOBEIeHE, KOTOpoe OoJiee
KOPPEKTHO HA3bIBATh TUTIEPANHAMUYIECKUM CUHIPOMOM,
YTOOBI HE MyTaTh C CUHAPOMOM TUTIEPAKTUBHOCTHU U Jie-
¢dunurom BHUMaHus. Pedbenok ¢ CA HempepbIBHO
YEeM-TO 3aHSIT: TIePEMENIAETCsT OT OObEKTa K 00BEKTY, XBa-
Tast, 00JIM3bIBasI U OTOpACckIBasi UTPYIIKU WU JAPYTHUe
npenMeThl [4]. PeueBoe paszsuTue rpyoo HapyiieHo. Penko
pa3BuTa dpasza u3 aAByx cioB. O0beM MOHUMAEMON peyun
0OBIYHO OOJTbIIIE, YeM aKTUBHBIN CJIOBapb. BOIBIIMHCTBO
JIeTeil cTapIiero BO3pacTa U B3pOCIIbIX OOIIAIOTCS HEBEP-
OanbHBIMU cpefcTBamMu. Hapyiienue peun y aereii ¢ CA
MOXKET SIBJIATHCS CIEACTBUEM TPEX OCHOBHBIX IMPUYMH:
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1) cucteMHOEe HEOPa3BUTHE PEUU B CBSI3M C KOTHUTHUB-
HBIM AeduiuTom; 2) HapylieHrue KOMMYHUKATUBHOMN
(yHKIIMY peyu B CBSI3M C ayTU3MOM; 3) TU3apTpUIECKUE
HapyIIeHUs B CBSI3U C OCOOCHHOCTSIMU CTPOCHUST U WH-
HepBalMU pevyeBUTaTeIbHON MYCKYJIATyphl [2].

Ily6epmam y 6onbHBIX CA HE OTIMYAETCST OT HOpMa-
TUBOB, (DepTUIIBHOCTL coOXpaHeHa. OCHOBHBIE TTPOOIEMBbI:
CKOJIMO03 U TacTpoa3odareaibHbIi peduioke. Bapocibie
6onbHble CA He CTTIOCOOHBI K CaMOOOCTYKMBAHUIO, HY-
KIAI0TCSl B TIOCTOSTHHOM TipucMoTpe. [Ipomomkurensb-
HOCTb XXU3HU — KaK B OOIIEi TTOTYJISIIIAN.

DTuerncust 0OTMEYaeTCsl y TTOIABIISIONIEeTO OOIbIITH-
ctBa 60mpHBIX CA (80—90 % cirydyaeB). Dnmentudeckue
MPUCTYIIBl Je0I0TUPYIOT B BO3pacTe OT 3 MecsIiieB
1o 20 nieT, HO Jaille y AeTell paHHero Bo3pacTta (Jio 2 JieT),
Hepenko — ¢ (heOpUIbHBIX MPUCTYIOB. B 50 % ciydaes
SMUJENITUYECKUE TTPUCTYITBI MPOJ0JIKAIOT HOCUTD (Pe-
OpWJIbHO-TIPOBOLIMPYEMBII Xapakrep. Y jeTeil ctapiiero
BO3pacTa Jaxe npu HebobIIoM cyodeOpuInTere xapak-
TEPHO yJallleHue MPUCTYITOB; HEPEIKO OTMEYaeTCsI Tiepe-
XOJI TIPUCTYTIOB B CEPUITHBIC Y PA3BUTHE SMUJIETITUUECKO-
TO cTaryca.

ATunimyHbIe a0CaHCHI U AMUJIENITUYECKU MUOKIIO-
HYC — OCHOBHBIE€ TUTIBI SMMJICTITUYECKUX TTPUCTYTIOB
mpu CA, KOTOpbIe B OOJBIIMHCTBE ClydyaeB OOHAPYXU-
BAIOTCS BIIEPBbIE TIPU MIPOBENCHNM BUIEOIEKTPOIHIIE-
danorpacduyeckoro (Buaeo-D91") MOHUTOPUHTA U 3HA-
YUTEJBbHO peXe SIBISIOTCS XaxodaMu poauTeseit
MalMEeHTOB. ATUTIMUYHBIE a0CAHCHI TIPOSIBISIIOTCSI CHU -
>KEHUEM YPOBHSI CO3HAHUsI, IBUTATeIbHAsI aKTUBHOCTh
MPUOCTAaHABINBAETCS, BOBHUKAET 0011asT 3aTOPMOXKEH -
HOCTh. BO3MOXHBI MUHUMAaTbHBIE aTOHUYEeCKHE (KUBKU,
OIyCKaHWE TIeY, HAKJIOHBI TYJIOBUIIA) U MUOKJIOHM -
yeckue (MojepruBaHnue KOHEUHOCTEH U JIMIIEBON My-
cKynaTypbl) peHOMeHbl. MOXeT YCUJIMBAThCS CITIOHO-
TeyeHue BO Bpems npuctynoB. Co3HaHUE HEPEIKO
baykryupyet. AGcaHChl MOTYT BO3HUKATh HACTOJBKO
4acTo, YTO Pa3BUBAETCS KIMHUYECKast KapTUHA STUJIETI-
TUYECKOTO cTaryca (MMK-BOJHOBOM CTYIIOP), OCOOEHHO
9TO XapaKTepHO yTPOM, Tocjie TpodyxaeHus1. beccyno-
POXHBINM IMUIETITUYECKUIN CTATyC OTMedaeTcs OoJiee

Tabmana 1. Dgoaroyus snunencuu 'y 6oavhvix CA 6 3asucumocmu om go3pacma

YeM y MOJTOBUHBI 00TbHBIX CA 1 MOXET JUIUTHCS THIMU,
HeneJsIMU U naxe mecsuamu [1].

MuoKIOHNYECKHE TTPUCTYITHl MOTYT BOBHUKATh U30-
JINPOBAHHO (OOBIYHO B KOHEYHOCTSIX U JIMIIEBOI MYCKY-
JIaType) WiIn KaK MUOKJIIOHMYECKWT KOMTTOHEHT B CTPYK-
Type aTUNMUYHBIX ab0CaHCOB. DNUJENTUYECKUIMN
MUOKJIOHYC B CTPYKTYpE€ IMPOU3BOJLHBIX JBUXEHUIA
TpynHo nuddepeHIupoBaTh OT Tpemopa. Bo cHe Muo-
KJIOHWYECKUX TIPUCTYTOB, Kak MpaBuio, HeT. Craryc
MUOKJIOHWYECKUX IMPUCTYIIOB MOXET Pa3BUBAThCS N30-
JINPOBAaHHO WJIM B COUYETAHUM CO CTATyCOM aTUITUIHBIX
abCaHCOB.

Takoke xapakTepHbI TeHepaTu30BaHHBIE CYTOPOXHbBIE
MPUCTYITBI U (pOKATbHBIC AMUIETITUYECKUE TTPUCTYIIHI,
UCXOMSIINE U3 KOPBI 3aTBUIOYHOM JOJTH.

Onutericus y 6oabHbIX CA TIpeTeprieBaeT U3MEHEHMST
B 3aBUCUMOCTHM OT Bo3pacTa (TabJ. 1).

DIl -uzmenenust npu CA. OcHOBHAsI aKTUBHOCTDH (ho-
HOBOM 3amucu, Kak paBuiio, 3ameuieHa. Jlumb y 20 %
MaIMeHTOB OCHOBHOM PUTM COOTBETCTBYET BO3PACTHBIM
HopmaM. [Ipu CA cyiiecTBYIOT BhICOKOCTIEIIU(DUUHBIC
u3MeHeHus1 Ha DT, KoTopble BBIABISIOTCS B 96—98 %
cJydJaes.

Jleavma-nammepn: npo0eru reHepajan30BaHHON pUT-
MUYHOW BBICOKOAMIUIUTYIHON (dacTo 6osiee 300 MxB)
JIeTbTa-aKTUBHOCTU, OOBIYHO C aMIUIMTYIHBIM TTpeodia-
JIaHWEM B JIOOHBIX OT/IEIaX, HEPEAKO B COUETAHUY C DI -
JIenTU(OPMHON aKTUBHOCTHIO (HU3KOAMIUIUTYIHBIE
craikm).

Tema-nammepn: BbICOKOAMIUIUTYIHASI aKTUBHOCTD
teta-auana3ona (200 MxB u 6ostee) yacroroii 4—6 i1, J10-
KaJM30BaHHAas B 3aHUX oTAesnax win nuddysHo, 3aHu-
Maro11asi 0OJIBIIYIO YacTh 3aIHCH.

Hzmenenus 6 3a0nux omoeaax: pUTMUYHAST BBICOKOAMITTH -
TyHasl anuaenTrgopMHas akTUBHOCTb yactoroit 3—4 iy
B BUJIE CTIATKOB, KOMITJIEKCOB OCTpasi—Me/IJIeHHast BOJTHA,
JIOKQJIN30BaHHAST IPEUMYIIIECTBEHHO B 3aThIJIOUHBIX 00-
JIacTSIX. DTN U3MEHEHUsI TIPOBOIIMPYIOTCS 3aKPbhIBAHUEM
1J1a3 ¥ MOTYT OBITh aCUMMETPUYHBIMM.

ITo nanneim K.D. Valente et al. (2003), couetanue
KJITMHUYECKOW KaPTUHBI C XapaKTePHBIMU U3MEHEHUSI -

DeOpuITbHO-TIPOBOLIMPYEMbIE T€HEPATN30BAHHBIE CYIOPOKHBIE TPUCTYIIBI

TTMK MMOKJIOHUYECKUX TIPUCTYIIOB U aTUTTMYHBIX a0bCcaHCOB;

o 1 rona

27 ner MUOKJIOHUYECKHE TIPUCTYITbI;
ATUITMYHbIE A0CAHCHI

5—6 et . .
0€eCCyIOPOXKHBIN SIMIEITHIECKUI CTATYC

7—14 ner

14—20 neT u crapiie

DoxkanbHbIE 3aThLIOYHbIE TIPUCTYIIBI

[TocrenenHoe YPEXKEHUE U UICYESHOBCHUEC ITPUCTYIIOB
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M1 Ha DI mosBoJsier B 73 % ciiyyaeB TOUHO YCTaHO-
BUTH qrarHo3 CA 70 MpoBeIeHUs TeHeTUUECKOTrO aHa-
au3a [11].

Mazenumno-pesonancnas momoepagus (MPT) 20-
A06H020 M032a BBHISIBJISIET YMEPEHHYIO aTpodUIo U 1e-
MUETUHU3ALINIO, CTPYKTYPHbIE U3BMEHEHUS HE Xapak-
TepHHI [5].

JluarHocmuka

ITockoiibKy MoTHAs KIIMHWYECKas KapTUHA pa3BUBa-
ercs K 1—2 rogam, CA 00BIYHO IMAaTHOCTUPYIOT B 3 roaa
iy rosaHee. Jlnartnos BepuduirpyeTcst UCKIIOUYUTETbHO
TPU MOJIEKYJIIPHO-TEHETUYECKOM U /UJTN ITUTOTeHETHYE-
ckom aHaymze. Crnenyet uckimouars CA y geTeit ¢ JeTCKUM
1epeOpaIbHbIM MTApaTUuyOM, PAHHUM ayTU3MOM U JPYTU-
MU BUJAMU 3a1€PKKU Pa3BUTHS.

Puck poxnenus Broporo pedberka ¢ CA cocrapisier
otT 1 (mpu myTamuu de novo) 10 50 % (rpu MyTalMu reHa
UBE3A) [9].

Y HeKOTOpbIX ManueHTOB ¢ (peHOoTUTIOM CA BBISIB-
ns10T Mytaniuu B reHax MECP2 (cunapom Petra),
CDKLS (X-cueruieHHast paHHSIS MUJIeNTAUYEeCKasl DH-
medanomnatus) U X-CleIUICHHYIO YMCTBEHHYIO OTCTa-
JlocTh [7].

[lononHumenbHble UccneaoBaHus

s onpeneneHus CTeTIeHU TSKECTH 3a00JIeBaHUS
npu CA peKOMEHIYIOT TIepuoanIeckKre 00CIe0BaHMUS,
KOTOpbIE HAITPaBJIEHbI Ha OTITUMU3AITUIO CPEbI U TTPOU -
JIAKTUKY OCJIOKHEHUI (Tabt. 2).

Cmpamerus AuarHocmuku

Anamus IHK apdextusen B 80 % ciryuaes. B octaib-
HBIX CITy4YasiX Mpy TUMTMYHON KIIMHUYECKOW KapTUHE T10-
KazaHo uccienoBanue rena UBE3A [6].

Tepanesmu4ecKue noAxofbl

Mertabonuyeckast Tepanusi Ha3HadaeTcs, HO BbIpa-
>keHHoro 3¢ dekra He otmeueHo. [To manubiM S.U. Peters
(2010), mpumeHeHue 6eTanHa 1 (POTMEBOI KUCIOTHI B Te-
yeHue | roga mokasanao OTCYTCTBUE CTATUCTUYECKU JOCTO-
BEPHOI pa3HUILIBI MEXY JIETbMU, KOTOPbIE MPUHUMAIN
JIaHHBbIE TIpeTIapaThl, ¥ He TIOJIyJaloluMu JeueHue [8].
Taxcke mmMpoko oocyxnaercs 3hPEKTUBHOCT OE3IITIOTe-
HOBOW M 0€3Ka3eMHOBOI AUETHI, OJHAKO TOCTOBEPHBIX
JIAHHBIX 0 ee addekTuBHOCTU Y feTeit ¢ CA He TIOJTy4eHO.

JleyeHue snuencum — oaHa U3 BAXKHEUIINX 3a1a4
teparuu CA. Dnunentuueckue npuctymst ipu CA pesu-
CTEHTHBI K aHTURITWIETITUIECKMM TIperiapaTaM B JIETCKOM
BO3pacTe, HO PE3UCTEHTHOCTh YMEHBIIIAETCS 110 MEePE B3pO-
cieHus nanuueHToB. Hanbonee a3(pheKTUBHBI BaTbIIPOATHI
1 O€H301Ma3eNUHBI, a TAKXKE X KOMOUHaLus. B oTHOIIE-
HUU aTUTTMYHBIX a0CAHCOB, MUOKJIOHUYECKUX TTPUCTYTIOB
1 0ecCcyTOopOXKHOTO SMUJIETITUYECKOTO cTaTyca mokKa3aH
xoporuit a¢dexT aTocykcumuia. B 6osbImHCTBe ciryda-
€B Ha3HAYeHME STOCYKCUMMIIA HE TOJIbKO KYIUpPYyeT ad-
CaHCHBIE TIPUCTYTIBI, HO U CHIKAET AN (Y3HBIC pa3psiibl
Ha D3I Taxke a(pdhekTBHA KOMOMHAIMS BAIBIIPOATOB
(30—50 mr/kr/cyt) u atocykcumuaa (20—30 mMr/kr/cyr),
MOHOTeparnus Tonupamarom (2—5 Mr/kr/cyt). GeHUTonH,
KapbamasernH, OKCKapOa3enH 1 BUTadaTpyuH B MOHOTE-
parnuu MOTYT TPUBOAMTD K arrpaBalliyl SMUIETITUYECKUX
npuctynoB pu CA [1].

Koppekuus Hapymenuit moseneHus rnpu CA BKITIO-
yaeT ncuxodapMakoTeparnuio 1 KOPPEeKIIMOHHBIE 3aHATHS
¢ 1eeKToNI0oroM.

IMpencrasnsiem HeTUNMUHBIN ciydait CA, KIMHUYe-
cKasl KapTUHA KOTOPOTO pa3BepHYIach MOCIe OCTPOH pe-
crimparopHoii BupycHoii undexumu (OPBU) ¢ nebrotom
B BUjIe OCTpoii aTakcuu. M3-3a HexapaKTepHOTO J1e0I0T-
HOTO TIPOSIBJIEHUs Y pebeHKa rpoBoauics nuddepeHim-

Ta6auua 2. Zonoanumenvivie memoobl Uccaedo8anus, Heobxooumvie oas 6oabHbix CA

MPT rojioBHOro Mmo3sra

B3I, Buneo-59 -MOHUTOPUHT
HabGuoneHue opronena
Hab6nroneHue okynucTa

Hab6roneHne racTposHTepoiora

Hab6noneHue ncuxuarpa

OLICHKa AKTYaJIbHOI'O pa3BUTHUA Ha MCUXOJIOT0O-MEINKO-

Me1arornyeckoil KOMMCCUU
B TOJ

3aHATHS C JIOTOIIEIOM, METOIBI (DU3MUECKOM peadrInuTaluu

OpHOKpaTHO
ITo mokazaHusIM MPU STUICTICUH, He pexe | pas3a B rof

ITo mokazaHusIM 1151 TPO(GUIAKTUKY IIOCKOCTOIMS, CKOJIN03a, TUCILIa3HKI
Ta300enpeHHbIX cycTaBoB. He pexe 1 pasa B rox

Kocornasue, octpora 3peHus. He pexe 1 pasza B ron

JleueHue ractpoa3ocareanbHoro pediiokcea, quera. [1o mokasaHusM, He pexe
1 pasza B ron

Koppekiust HapyleHwit CHa, TUIIepAMHaAMIYECKOr0 CHHAPOMa, arpecCcuu/ayTo-
arpeccuun. He pexe 1 pasza B ron

Pa3BuTre HeBepOAIbHOM peur 1 BO3MOXKHOCTb O0YYEeHMsI C IPUMEHEHUEM
COOTBETCTBYIOIINX YUSOHBIX U yIeOHO-METOMNYECKUX cTpaTeruii. OnuH pa3

CucremMaTuyecKu
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aJIbHBIN TMAarHO3 MeXAy anuiiencueil (0eccyaopoKHbIN
SIWIENITUYECKHI CTATYC) K OCTPBIM HapyLIEHUEM MO3IO-
BOI'O KPOBOOOpAILIEHUSI, U 00a COCTOSIHUSI ObUIM DKCTPEH -
HO UCKJIIOUEHBI B OCTPOM IIEPUO/IE.

Iauyuenmra JI.A., 2 200a 3 mecsya. 2Kanobwt npu o6pa-
WeHUlU: 6He3aNHO 03HUKUIUE NU300bl AMAKCUL, PA3GUBLUIU -
ecs uepes Heckoavko Onell nocae OPBH c auxopadkolil.

U3 anamnesa: desouka poounace om 6mopoii 6epemeHHo-
cmu (y mamepu — nogeodeH"ecKue HapyuleHus, SNUNencus
¢ 16 nem, 6epemennocms Ha gpone npuema Kapbamazenuna,
herobapbumana), nepewix cpouHbix pooos Ha 38—39-ii Hedene.
Ilo noxaszanusm co cmopoHsl mamepu NPoBeOeHO NAAHOB0E
Kecapeso ceuernue. Ipu poxcoenuu ec peberra 3040 e, pocm
54 cm. C poxcderus desouxy socnumoieaem 6adyuika, max
KaK cocmosiHue mamepu npoooajicaem npoepeccusHo yxyo-
WAambCsl, 8 CB3U € HeM OHA COCIOUM HA YYeme 8 NCUXOHEBPO-
A02UMecKoM JUCnaHcepe No MeCHy JCUmenscmaa.

Ilpu ocmompe nesponoea y peberxa do 1 eoda ommeua-
AUCH: CUHOPOM MbludeuHOU ducmonuu (Oupgysnas mvluieu-
Has eUNomMoHnUs); 6 8 mecsauyes OUaeHOCMUPOBAHA 3A0ePIUCKA
NCUXOMOMOPHO20 PA38UMUsL, CUHOPOM HedupgepeHuupo-
8aHHoll ducnaazuu coedurHumenvroll mxaru. Ilpu neiipoco-
Hoepaghuu namonoauu He gvieaeHo. CamocmosmenvHo ceaa
nocae Kypca maccayxca 6 9 mecsyes. B noaosxcenuu cuos
cmana 3amemua myaosuwHas amaxcus (pebeHok nioxo
Yyoeporcusan pagHosecue), a makice 0gueamesnbHvle cmepe-
omunuu (omeooduna pyku Hazao u ceubana ux 6 A0Kmeegvlx
cycmasax). Hasnauenwor netipompoghuueckas mepanus, no-
BMOPHDLI KYPC Maccaica U ae4ebHoll u3Kyabmypsl ¢ H0A0-
acumenvHoil dunamukoi 6 pazeumuu. K 1 200y deouxa
Hauana xodums. B eospacme om 1 0o 2 sem y pebenka co-
XPAHAAUCL CIMePeOmUnHtble 08UNCEHUSl 8 GEPXHUX KOHEUHO -
cmsax (ceubanue pyK 6 A0KMegvlxX cycmasax, omeedeHue
UX 8 CIOPOHY U NOMPAXUGAHUE KUCMAMU), HEMOMUBUDO-
BAHHDIL CMeX.

B 2 200a 2 mecsiya 3a6onena OPBH ¢ ghebpunvroii mem-
nepamypoii 6 meueHue Hedeau, NOAYHANA AHMUOAKMeEPUANb-
Hyto mepanuio. Yepes nedento nocae Hopmanuzayuu memne-
PAmypbl ROSGUAUCH INU300b61 OCMPOl amakcuu. B momenm
00bIMHOU AKMUBHOCMU BHE3ANHO NOS8AAA0C, NOULAMbIEAHUEe
mynoguwa, amakcus npu xo0soe (6 maxue MomMeHmMbl 0804~
Ka HAUUHAaNa xo0umos HA WUPOKO PACCMABACHHBIX HO2AX
¢ 0meedeHHbIMU 8 CIOPOHYL pyKamu). JaumenvHocms n0000-
HbIX 5nU30008 3—7 ¢, noemopsauce excednesHo. Takoice de-
80uKa Hayana nadams éneped U Ha3ad Ha POGHOM Mecme,
Kak 6yomo cnomkuynacs. O0HO8pemeHHo badyuKa omme-
muna, umo pebeHoK cman MeHvule UHMEPeco8amuCs OKpy-
HCAIOWUM MUPOM, <HAXOOUMCSL KAK 6 CHsAUKe», CAa MeHee
AKMUBHO 2060pUMb («<NOUMU 3AMOAUANA»); NEPUOOUHECKU
3akamoleaem 2nasa Hasepx, He bonee I c. C danuvimu scano-
bamu desouka 06caed08aHaA INUNENMONOOM.

Heepoaoeuueckuii cmamyc: epybas 3adepicka ncuxope-
uegoeo pazeumus. Iloxodka mapuonemxu. Boinoansem npo-
cmble UHCIMPYKYUU, IKCAPEeCCUBHAS Pedb OMCYMCMEyem.
Hacmpoenue nogvluieno, nocmosinnas yavloka Ha auye, ne-

puoduuecku cmeemcesi. Yacmoie cmepeomunuu 6 pykax. Jlu-
uesoli ducmopghusm, npoenamus. Ha auue yavioka. Yepentvie
Hepebl be3 ocobennocmeli. B deueamenvroil cgpepe: cyxo-
JAHCUNBHBLE PehreKcol CUMMempUHble, CPeOHell GbIPAICEHHO-
cmu. Mbiweunviii monyc ¢ menoenyuel Kk eUNOMOHULU.
Ha npueme y épaua pazsuacs 3nu300 ocmpoil amaxcuu Onu-
measHocmbio 4o 5 ¢. B momenm 3nu300a 0eouka noKavHy-
aacw, npuceaa Ha kopmouku. Coznanue He mepsina. Yavloka
Ha Auye COXPaHuaach; KOHMAaKm He mepsia.

JMannvie o6caedosanuii. labopamopHoie aHanu3bl Kpogu
U MoYU 8 HOpMe.

Yavmpa3zeykosoe uccredoganue 6HympeHHUX 0PeAHO8:
deghopmayus HceauHo20 Ny3vips, peaKmueHvle U3MeHeHUs
n00XCeNy00UHOU Jicenesbl.

MPT 201061020 M032a: 6e3 KAUHUYECKU 3HAYUMbIX HA-
PYUeHUll uepebparbHoil cmpyKmypbl.

Jlynaekcroe ckanuposanue OpaxuoyepanrbHbix apmepuii:
HenpAMOAUHeHOCMb X00a 8HYMPeHHel COHHOU apmepuu
(u3eubbl Had ycmosamu ¢ nepenadamu Kpo8omoKa 8 ux 30He)
U NO360HOYHBIX APMEPULL 8 FKCMPA- U UHMPAGEPMEOPANbHOM
omadenax. [losviuienue auHelinbIxX cKopocmell.

Inesnoli 6udeo-2II-monumopune: 3a0deprucka KopKogo-
20 aneKkmpocenesa, atbpa-pumm He peeucmpupyemcs. Boi-
COKOAMNAUMYOHAsL 0enbma- U mema-aKmusHOCMb ¢ AKYeH-
mom no 3amolao4nsim U 100HsM omeedenusm (OIRDA,
FIRDA), nepuoduuecku c eeneparusayueil. Jlannas akmue-
HOCMb pe2ucmpupyemcsi KaxK ¢ OMKPuIMbIMU, MaxK U ¢ 3aKpbl-
motmu enazamu. Ilo 106HO-ueHmparvHbIM omeedeHusm pe-
eucmpupyemcs bema-axkmusrHocms yacmomoii 0o 30—35 Iy,
amnaumyadoii evie 25 mxB. Ilpu pummuueckoii pomocmu-
MYAAYUU PEAKUUU YCEOCHUSI pUMMA He ommeyanocs. Tunuy-
Has Snurenmu@opmHas aKkmueHOCMb He 8bisiéaeHa (puc.
1-4).

Muxpomampuunsiii anaauz. Hanpasumenvwiil 0uaenos:
NapoKCU3Manbhble HApyuleHUust CMAMuUKU HesiCHO20 2eHe3d.
TlapokcuzmanvHole KuHe3uoeeHHble OUCMOHUU ¢ amaKcuell
u CA nod eonpocom.

Puc. 1. D3I 6odpcmeosanus. Jeavma-nammepn. [lpu omkpoimoix enazax
pezucmpupyemcsi 2pyboe 3amedaeHue 0CHOBHOL aKmusHocmu mo3ed. B 106-
HblX omdeaax npodeau pummuuHoii deavsma-axmusrocmu — FIRDA. Amnau-
myoa 6onee 200—250 mx B
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Puc. 2. DOI 600pcmeosanus. Tlo 3ambiaoubim 0meedeHusm pecucmpupy-
emcs pUmMU4Has 8blcoOKoamnaumyonas deasma-axkmusrocms — OIRDA.
Amnaumyda b6oree 300 mx B

Puc. 3. BOI cna. Jleavma-mema-nammepn. Con ne cmpykmypuposan. Qu-
3uonoeuueckue nammephvl CHa He npocaexcugaiomes. Jomunuposanue
mema- u denbma-axmuenocmu. Pecucmpupytomes npobeeu vicokoamnau-
myOoHOU 0eabma-aKkmueHOCMU NO 3aMbLIOHHbIM 0MEEOeHUAM

Puc. 4. DII cua. Jlugpgyznas monomopgras deabma-aKmusHoCmb 8bICOKOU
amnaumyovt, bonree 400 mx B. Pusuonoeuneckue nammephv cha He npocie-
acusaromes. Cmaoduu cHa He duggpepeHyupyromes

Ananu3s arnenspHoeo Memuaupo8arus NPOMOmMopPHoOU 00-
aacmu eena SNRPN memodom memuicheyughuueckoil noau-
Mepa3Holl YenHoll peaKyuu: He 8bls8AeHO0 AHOMANbHORO Me-
muauposanuss npomomopHoi obracmu eena SNRPN
(xpomocoma 15q11.2).

Monexyaapuoiil kapuomun: arrl15q11.2q12(25,375,030 —
25,747,007) x hmz.

Ilpu cmandapmrom paspewieruu (045 deaeyuli u Oynau-
kayuii — 50 mapkepog na 400 kb) namoeennvix sapuayuii
yucna konuit IHK (CNV) ne obuapysceno. Ilpu evicokom
paspeuteruu (045 deaeyuit — 20 mapkepos na 1 kb, oas dy-
naukayuii — 50 mapkepoe na 10 kb) namoeennvix eapuayuii
yucaa konuit IHK (CNV) ne o6napyceno.

Yuacmku nomepu eemeposueomnocmu, codepicaujie ee-
Hbl, CBA3AHHbBIE C (PEHOMEHOM UMNPUHIMUHRA: UMeemCs Yua-
CMOK nomepu 2emepo3ueomHOCmu Ha OAUHHOM (q) naeye
xpomocomut 15 ¢ nosuvyuu 25375030 do nozuuuu 25 747007,
3axeamoiearouuil peeuonvt 15q11.2—12. Pasmep: 371977
noaunykaeomudos. lensi, pacnonodicenHvie 6 obaacmu yuacm-
Ka nomepu 2emepo3ueomHoCmu, C8sA3aHHble C heHOMEeHOM
umnpunmunea: UBE3A. Omuyoeckas o0nopodumensvckas ou-
comus unu mymauyuu 8 danHom eete accoyuuposansl ¢ CA.

3arnioueHue

HuddepeHnanbHblil TMarHo3 Ha OCHOBAHUM KJIMHU-
YECKUX MTPOSIBJICHUI TTPOBOIUIICS MEXKITY CEIYIOLIMMU CO-
CTOSTHUSIMU: 1) CUHAPOM OMNCOKJIOHYCAa-MUOKJIOHYCA;
2) Hapy1IeHNsI MO3TOBOTO KPOBOOOPAIIIEHWST; 3) SITUJIETICHST
¢ abcaHcaMy ¥ aTOHUYECKMMU TIPUCTyaMu; 4) TTapoOKCHU3-
MaJibHble AUCKUHE3WUU U aTaKCUU; 5) NeOI0T HelpoaereHe-
paTUBHOTO 3a00JIeBaHusT; 6) paHHUI JeTCKUI ayTh3M. Pe-
3yJIBTaThI JJAOOPATOPHBIX UCCIIENOBAHUIA TO3BOJIAIM OBICTPO
UCKITIOUYUTD OTICOKIIOHYC-MUOKIIOHYC; MPT 1 uccnenoBanust
COCYI0B UCKIIIOUWIU 1IepeOpPOBACKYISIPHYIO MATOJOTHUIO.
BoisiBieHHBIE TIpU TIPOBENCHUY Brie0-DD [ -MOHUTOpUHTA
WU3MEHEHUST B COBOKYITHOCTH C aHAMHECTUIECKUMU TAHHBI-
MU (BO3HUKHOBEHUE KIIMHUYECKUX CUMITTOMOB TOCJIE JIU-
XOpaJKW) MO3BOJWIN CY3UTh JUATHOCTUYECKUI MOUCK;
3arono3peH CA. YuuTsiBasi coueTaHue aTaKCUU C IBUTATE b~
HBIMU PACCTPOMCTBAMU, OBLIO PEILIEHO MIPOBECTU HE MOJIe-
KYJISIPHO-TEHETUYECKU I, @ MUKPOMATPUYHBIA aHAINU3, YTO-
OBl MCKJIIOYUTh KaHAJIOMATUU U IPYrue BO3MOXKHBIE
HacJeICTBEHHbIE MPUYUHBI. MeToaruKa moJIuMepa3Hoil
LIEMHOI peakluU He BbISIBUJIA U3MEHEHUI, XapaKTePHbIX
st CA. OqHako py MUKPOMAaTPUYHOM aHaIM3e O0Hapy-
>KEHO, YTO MOJIEKYJISIPHBIN KApUOTHUIT UMEET YYaCTKU C IO-
Tepeli reTepO3UrOTHOCTH JIOKYCOB, COEPKAIIIMX TeHBI, CBSI-
3aHHbIe ¢ (heHOMeHOM MMTpUHTUHTA (UBE3A). Takum
obpazom, CA moaTBepXKIacH.
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