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B paGoTe npoaHaIM3UPOBAHDI JAHHbIE HAYYHBIX MYOJIMKAIMIA M PEICTABICHO ONMUCAHNE KIMHIYECKOrO CJIyYasi pelKoii reHeTnye-
CKO#i 3MM/IenTHYecKoii sHuedanonaTuu, Bbi3BaHHON MyTanueil rena SYNGAPI. 1lpn onucaHuy KJIMHUYECKOTO cJydas (IeBOYKa
4 n1eT ¢ moATBEPKIAEHHBIM THATHO30M SMIIENTHYECKOI FHIedanonatuu SYNGAPT) nonpodHO MpoaHAIM3MPOBAHbI AaHAMHE3 3200~
JIeBaHUsI, T€HEAIOTHYECKUii AHAMHE3, JAHHbIE HEBPOJOrHYECKOr0, HEPONCHXOJOrHYECKOr0 M PeYeBOro CTATYCOB, Pe3YJbTAThI
reHeTHYECKOro, 3JieKTpo3Huedantorpad)uueckoro U HelpoBU3YaTU3AMHOHHOTO0 (MATHUTHO-pe30HaHCHas Tomorpadus — MPT)
o0cienoBanuii. Pe3yibTaTbl 0030pa MOKA3bIBAIOT, YTO BeAYHIMMH CMMITOMAMH 3200JieBaHNS, KAK MPABWIO, CIAYKAT SMUIENCHS,
PACCTPOICTBA AYTHCTHYECKOTO CNEKTpa, OTCyTcTBME (Dpa30BOii peyn M yMCTBeHHasl oTcTanocTh. K Hanbosee yacTo BCTpevaro-
HIMMCS SNMUIENTHYECKUM NPUCTYNAM OTHOCSATCS ATHINHYHbIE A0CAHCHI, MUOKJIOHHYECKHE, ATOHUYECKHE MPUCTYIbI, MUOKJIOHHUS BEK
¢ afcaHcami, Ha 3JIeKTPodHIedaTorpaMme: 3aMe/lIeHHe B 3aThLUIOYHBIX 00J1acTAX, 1 (y3HbIe NPOI0IKEHHbIE KOMILIEKCHI «ITHK-,
NOJIMNMK-Me/IJIEHHAs] BOJIHA». [1aTOrHOMOHMYHbIE HEPOBM3YAIM3aLMOHHbIE M3MEHEHHUS TOJIOBHOTO MO3ra OOBIYHO OTCYTCTBYIOT.
Haub6o:ee 3¢iheKTHBHBI B KOHTPOJIE IMUJIENTHYECKUX MPUNATKOB BAJIBIIPOEBAst KHCJIOTA, JIEBETHPALETAM, STOCYKCHMU. YYUTHIBAS
PEAKOCTh CHHPOMA, ABTOPbI MPEICTABU/IN AETAJIbHOE ONMCAHHE KIMHHUYECKOTO CJy4asi M3 COOCTBEHHOW MPAKTHKH.

3akmouenue. Dnuientuyeckas suunedanonatua SYNGAP1 umeer 0co0yio KIMHUYECKYIO KAPTHHY, BKIIOYAKOMIYIO cnenudnyecKkue
usmenennst Ha DOT u onpeseieHHbIl HA0OP SMUIENTHYECKUX MPUCTYNOB. JIarHOCTHYECKHMIA ATOPUTM IS eTeil ¢ dnuienTuye-
CKOii 3HIedatonaTHei, ayTu3MoM, 3a1epKKOii CUXOPEYeBOro Pa3sBUTHS JOJIKEH COEPKaTh BUAE0-3JeKTpodHuedatorpaduye-
CKHii MOHUTOPHHT C BKJIIOYEHHEM CHA, A TAKIKE MOMCK PEIKMX reHeTHYECKHUX CHHIPOMOB, PU HEOOXOAMMOCTH C OMOIIBIO CEKBEHH-
POBaHMS HOBOTO MOKOJIEHHUS, YTO NO3BOJISIET PAHO BbISIBUTH 3200JIeBaHME U BLICTPOUTD AIeKBATHDII IJIAH TEPaNuu.

Karoueewte caosa: demu, snurenmuueckas suyegparonamus SYNGAP 1, aymusm, ymcmeennas omemanocmes, 2eHemu4eckas Inuien-
cust, anekmposryeganoepaghus.
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109-114. DOI: 10.21508/1027-4065-2024-69-5-109-114

The paper analyzes data from scientific publications and presents a clinical case study of a rare genetic epileptic encephalopathy
caused by a mutation in the SYNGAPI gene. The case study focuses on a 4-year-old girl who has been diagnosed with epileptic
encephalopathy due to the mutation. The paper describes the anamnesis of the child’s illness, including family history, neurological,
neuropsychological, and speech assessments, as well as the results of genetic testing, electroencephalography, and magnetic reso-
nance imaging (MRI). The findings indicate that the main symptoms of the condition are typically epilepsy, autism spectrum disorder,
difficulty with phrasal speech, and mental retardation. Common types of seizures include atypical absence seizures, myoclonic sei-
zures, atonic seizures, and eyelid myoclonia with absences. On the electroencephalogram, there is a slowdown in occipital activity
and diffuse, prolonged “peak-polypic-slow-wave” complexes. Pathognomonic neuroimaging changes in the brain are typically absent.
Valproic acid, levetiracetam, and ethosuximide have been shown to be the most effective treatments for controlling epileptic seizures.
Due to the rarity of this syndrome, the authors have provided a detailed clinical case report from their practice.

Conclusion. SYNGAP1-related epileptic encephalopathy has a specific clinical presentation, including characteristic EEG findings
and a particular pattern of seizures. The diagnostic approach for children with this condition, autism spectrum disorder, and delayed
language development should include video electroencephalography with sleep deprivation, as well as genetic testing if necessary,
using next-generation sequencing, to ensure early detection and appropriate treatment planning.
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yrauun rteHa SYNGAPI BriepBbie BbISBICHBI

B 2009 r. y ManeHToB ¢ pacCTPOMCTBAMU ayTUCTH -
YECKOro CIeKTpa M HECUHIPOMAaJbHBIMU BapuaHTaMU
YMCTBEHHOI oTctajocTu, a B 2013 r. Obl1a 1oKazaHa UX
pOJIb B pa3BUTUM IMWICTITUYECKUX dHLIedanonatuit [1].
Jlnst Bcex mozaeit, nMerommx Mytaiuu B reHe SYNGAPI,
XapaKTepHBI 3a/epKKa pa3BUTHUsI, KOTHUTUBHBIE Hapy-
meHust u anwiencus. [leHeTpaHTHOCTb 3aboJieBaHMS

npocturaet 100%. OHO MOXET IepeaaBaThCsl IO ayTo-
COMHO-IOMUHAHTHOMY THITY, OJHAKO 4Yallle BCEro 3TO
myTauuu de novo. Ilo coBpeMeHHBIM o1ieHKaM, ¥ 0,7—1%
MalMeHTOB ¢ YMCTBEHHOM OTCTAJIOCThIO OOHAPYKUBAIOT
myrtanuu reHa SYNGAPI [2].

ITaTtorenes 3a0onesanua. I'en SYNGAPI pacnono-
KeH Ha xpomocoMe 6p21.3 u KooupyeT crielmpuIecKuii
st Mo3ra 6eok SynGAP, aktuBupyronimii ryaHO3uH-
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tpudocdarasy. bemok SynGAP urpaer BaxHylO poJib
B oOecrieyeHU! TUIaCTUMHOCTH cuHaricoB [3]. Myrauwmst
reHa SYNGAPI npuBomuT K aucOajlaHCy IIPOIIECCOB
BO30YXIIEHUSI 1 TOPMOXKEHUSI B LIEHTPAJIIbHON HEPBHOM
cucTeMe, 4To OOyCJIOBIMBAET HapylleHUue o0pa3oBaHMSI
HOBBIX CHMHAIICOB B Tipoliecce obydeHus [2]. O6Hapy-
JKE€HO, YTO B HeilpoHax, He aKcrpeccupytomux SynGAP,
YCKOPEH pOCT IEHIPUTOB, YBEINYEHO HAKOTLJIEHUE TTOCT-
CMHANTUYECKUX TPAHCMUTTEPOB, TIOBBIIIIEHA aKTHB-
HOCTh BO30YXIAIOIIMX CUTHAJIOB Ha YpPOBHE CUHAIICOB
1 HaOJIoMaeTcs TpeXxaeBpeMeHHasi akTUBallusl HEMPOH-
HBIX cereil. TakuMm o0Opa3oM, MCClaemoBaTeNN IPUILIN
K BbIBOIYy, uTO TeH SYNGAPI ydacTByeT B peryimpoBa-
HUU CKOPOCTH pa3BUTUs U AuGdepeHIIMPOBKA HEHpo-
HOB, a HapylIeHME 3TOTO IIpollecca HEraTMBHO BIIUSIET
Ha (PyHKIMIO 3apOXKIAIOIIMXCS HEMPOHHBIX ceTeit [4].

B Mmonenn Ha mbrmax ¢ myrauueit B SYNGAPI obHa-
PYXEHO TIpeXIeBpeMEHHOe pPa3BUTHE CUHAICOB, OOpa-
30BaHHbBIX IEHIAPUTHBIMU IIUTIMKAMU, B paHHEM TTOCTHA-
TagbHOM Tiepuone. Munykumst myrauuit SYNGAPI niocne
OKOHYaHUsI KPUTUYECKUX TIEPUOIOB Pa3BUTHUSI OKA3bIBACT
MMWHUMAaJIbHOE BIUSIHUE Ha (DYHKIIMIO CMHATICOB, B TO XK€
BpeMsi BOCCTAaHOBJIEHWE OTHUX TATOTEHHBIX MYyTalUid
BO B3pOCJIOM BO3pacTe Ha >KMBOTHBIX MOJEJSIX HE YIyd-
IIaeT TMOBEJEHYECKNE W KOTHUTUBHBIC (PYHKUMU. DTH
JIaHHBIE TEMOHCTPUPYIOT, 4To Oesok SynGAP neiictByer
KakK perpeccop pa3BUTUSI HEHPOHHOW BO30OYAMMOCTH,
CIOCOOCTBYIONINIA (DOPMUPOBAHUIO U TTOIIEP>KAHNIO KOT-
HUTUBHBIX CITOCOOHOCTEN Ha TIPOTSKEHUU BCE KM3HMU,
HO 0COOEHHO OH BaXkeH B JeTCKOM Bospacte. [Ipenmona-
raercsl, YTO CKOPOCTh CO3PEBAHUSI CUHATICOB JACHIPUTHBIX

© KonnekTtnB aBTOpOB, 2024

Anpec nas koppecnonaenumu: [amupoBa Pumma [abmynbb6apoBHa — K.M.H.,
1011, 3aB. Kadeapoil HeBPOJIOTUH C KypcaMM ICUXUATPUH, KITMHUYECKOI TICh-
XOJIOTUM U MEAMLMHCKON TEHETUKH, BE/. Hay4. COTP. HAYYHO-UCCIIEA0BATENb-
cKoil naboparopun «HeilpoKOrHUTHBHBIE UCCIENOBAHUS», 3aB. OTAEJIEHUEM
BUICO-DDI-MoHUTOpUHTa HayuyHO-KJIMHUYECKOrO LIEHTpa MpeLU3MOHHON
u pereHepaTuBHO# MenuiHbl Kazanckoro (ITpuBomkckoro) denepanbHoro
yuuepcurera, ORCID: 0000—0002—8582—-592X

3abuposa Kapuna PuniatoBHa — opauHarop 1-ro roga Kageapbl HEBPOJIOTHH
¢ Kypcamu MCUXUATPUM, KIMHUYECKON TICUXOJIOTUU M MEIUIIMHCKOIN TeHeTH-
k1 MHcTUTyTa hyHIaMeHTanbHOM MeauuHbl 1 6uonoruu Kazanckoro (Ipu-
BOJIKCKOTO) (henepaibioro ynusepcurera, ORCID: 0000—0002—4501—126X
[opoGenr Enena AnaronbeBHa — K.(OWIO.H., JOIIL., 3aB. Kadeapoil mpuKIam-
HOI1 M 9KCMEPUMEHTAIbHOI JIMHIBUCTUKH, PYK. HAyYHO-UCCIIENI0BATENbCKOIA
slaboparopun «HeilpoKOrHUTUBHBIE MccienoBaHus», 3aB. LleHTpoM naroso-
riuu peur HaydHO-KIMHUYECKOTO LEHTPa MPELU3NOHHOI U pereHepaTUBHOIM
menuimHbl Kazanckoro (ITpuBoskckoro) dhenepanbHoOro yHuBepcurera,
ORCID: 0000—0002—3859—5543

Caduna Aiiceuty PanukoBHa — acc. Kadeapbl HEBPOJOTUU C KypcaMi TICHXHa-
TPUU, KJIMHUYECKOI MCUXO0IOTUU 1 MeauLMHCKo# reHetukn Kazanckoro (ITpu-
BOJIXCKOro0) (henepanbHoro ynusepeutera, ORCID: 0000—0001—-9986—3217
Camoiinosa Jlronmuina PycianoBHa — mpernionaBatesib Kadeapbl HEBPOJIOTHHI
¢ KypcamMu MCUXUATPUM, KIMHUYECKON TICUXOJIOTUU M MEIUIIMHCKOI TeHeTH-
ku Kazanckoro (ITpuBoskckoro) deaepajbHOro yHUBEpCUuTeTa,

ORCID: 0009—0006—5422—0908

420008 Kazanb, yi1. Kpemnesckas, 1. 18

Boaruna CeemiaHa SIkoBieBHa — II.M.H., Ipod. Kadeapbl rocnuTaJbHOMi me-
nmatpun Ka3aHcKoro rocyapcTBEeHHOIO MEIMLIMHCKOTO YHUBEPCUTETa,
ORCID: 0000—0002—4147—-2309

420012 Kasanb, yi1. Byrieposa, 1. 49

UHUYECKUE CJT1YHAU

IIUTTMKOB B PaHHEM BO3pacTe SIBISIETCSI KPUTUUYECKUM
bakTOpOM, OTIpENEISIONIMM HOPMaJTbHOE UHTEJIIEKTYa b-
Hoe pas3Butue [5]. Mpim ¢ onHoi neneuuein SYNGAPI
YMUPAIOT B TEUEHUE HEeNleIu, a IJIs MbIIIEl C reTepo3UroT-
HbIMU BapuaHTaMu B TeHe SYNGAP1 xapakTepHbl HU3KUI
TOPOT JUISI BO3SHUKHOBEHUSI MWICITUUECKUX TTPUCTYTIOB,
HapylleHue TIPOIIECCOB O0YYEHHSI 1 3alIOMUHAHUSI, TIOBE-
JeHYecKue npoosiemsl [1].

PaccrpoiicTBa ayTHCTHYECKOrO CHEKTpa Yy JeTei
¢ mytanueii reaa SYNGAPI n npodaemb! noBenenns. Pac-
MPOCTPAaHEHHOCTh ayTU3Ma CPelu MaleHTOB ¢ MyTallu-
amu B rene SYNGAPI Bapwupyet ot 50 1o 80% [2, 6, 7].
Hnsa Hocuteneit myrtaumii reHa SYNGAPI xapakTepHbl
BCE OCHOBHBIC TIPOSIBJICHUSI PACCTPONCTB ayTUCTUYE-
CKOTO CIIeKTpa, a UMEHHO HapylleHUs B COLMAJIbHOM
B3aMMOJIEICTBUM, CTEPEOTUNHBIH U OTPAaHWYECHHBIN
Habop AeHCTBUII M MHTEPECOB; KpOME TOro, Habrona-
oTCsl 1e(ULINUT BHUMAHMSI, WMMYJIbCUBHOCTb, arpec-
CUBHOE TIOBEJIEHME, TIOBBIIIEHHBI 00JeBOK TOpOT,
rurnepaky3usi u HapyuieHusi cHa [2]. IloBemeHueckue
npobaemMbl (HanboJjiee yacTo — arpeccusi) Takxke ObLIv
BBIJIEJICHBI KaK XapaKTepHbIe IS TTallMeHTOB C MyTallM-
amu reHa SYNGAPI, mpy 3TOM UX pacIpoCcTpaHEeHHOCTh
BapbupyeT ot 60 10 73% B 3TOI MOMYISIUN, B TO BPeMSI
KaK paccTpoiCcTBa ayTUCTUYECKOTO CIeKTpa 3aperu-
CTPUPOBAHEI TI0 KpaitHeir Mepe Y 50% Bcex MareHToB.
ABTOpaMM MCCJeNOBaHUsI, HapsiAy ¢ Haubosee YacThIMU
MPOSIBJIEHUSIMU, ObUIM BBIIEJICHBI PEXKe BCTPEUAIOIINecs
MpU3HAKW, OOIIMe IS TAIMEHTOB C MYTalMSIMU TeHa
SYNGAPI, Bkmiouaromye BEICOKHIT 00JIeBOI TTOPOT, TIPO-
0O71eMbl C TIMTaHWEM, TUIIOTOHUIO, TPOOJIEMbI CO CHOM,
arakcuio [7]. AHaJIOTMYHBIE pe3yJbTaThl TOJyYEHbI
n D.R.M. Vlaskamp u coaBr. [1]: mpoOieMBbI B TTOBee-
HUU, TIPOSIBJISIIONIMECS arpeccueil 1 UCTepuKoil, HabJIro-
nanmich y 73% MalMeHTOB, UMEIOIINX MTaTOTeHHbIE Bapy-
anTel reHa SYNGAPI; paccTpoiicTBa ayTUCTUUECKOTO
CIeKTpa ObIIN TMarHOCTUPOBAaHKI Y 53% W13 MallueHTOB.

Bbi10 BhICKa3aHO TIpEANONIOKEHUE, YTO XOTSI MyTa-
mun B reHe SYNGAPI wrpaior omnpeneiaeHHYIO pOJib
B TIaTOreHe3e pacCTPONCTB ayTUCTUUECKOIO CITeKTpa,
TeM He MeHee MX HaJW4usl HeJOCTAaTOYHO ISl pa3BUTHS

aytusma [6].
Omunencus, O0OYCJIOBJIEHHAs MYTAIMSAMH B  TeHe
SYNGAPI. PacnpocTpaHEHHOCTh BMWIETICUU Cpenu

nauveHToB ¢ MyrtamusMu B reHe SYNGAPI Bwicoxa.
CornacHo maHHbiM D.R.M. Vlaskamp u coanrt. [1] y 56
u3 57 MalMeHTOB CpemHuii BO3pacT Hayaja SMWIeTICUn
coctaBun 2 rona (ot 4 MecsiueB u 10 7 net). B xoropre
9TUX WCClenoBaTesieii, cocTosBIIe M3 57 MalMeHTOB
¢ mytauusiMu B reHe SYNGAPI, snunencus OblUia BbISIB-
JieHa B 98% ciydaeB, TIpy 3TOM B (DOpMe MUOKJIOHUIA BEK
¢ abcaHcaMn — B 65% u3 HUX, MUOKJIOHUIT — B 34%,
aTUMUYHBIX a0caHCOB — B 20% UM TUITMUYHBIX a0CAHCOB —
B 18%, atonnueckux npuctynos — B 14%. Y 7% nauu-
€HTOB IO TIOSIBJICHUSI SIWIETICUN OTMeYaIuCh (pedprb-
Hble cymoporu. ['eHepalli30BaHHAs TTOJMITUK-BOJIHOBAST
aKTUBHOCTH OblJIa 3aperucTpupoBaHa y 75% malneHTOB;
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Tamuposa P.I. u coasm. nunentuyeckas sHLedaTonaTus, ayTu3M 1 KOTHUTUBHBII 1T, 00ycaoBiIeHHbIe MyTalueil B reHe SYNGAPI

(oxanbpHBIE WU MYJIBTU(MOKATbHBIE SMIIENTUDOPMHBIE
paspsiapl HaOmonanuch B 54% ciydaeB, 4acTO B JIOITOJI-
HEeHHUE K TeHepaJM30BaHHON MOJUTTUK-BOJTHOBOM aKTUB-
HOCTH; 3aMeJyIeHe OCHOBHOM aKTMBHOCTU HaOJII01aI0Ch
y 50% mnaunenToB [1]. Dnunencus npu sHUEdaIONaTUN
SYNGAPI yacto BKJIIOYAET TaKWe TPUCTYIIbI, KaK MUO-
KJIOHUU BeK ¢ abcaHCcaMU M MUOKJIIOHMKO-aTOHUYECKHe
npuctynsl [1]. B 1aHHOM MccnenoBaHun y O0IbITMHCTBA
JIeTel TIpU pernucTpalnu JIeKTposHIIedarorpaMMbl OOHa-
PY>XKeHbI MHTEPUKTAIbHBIE SMUICNTU(hOPMHBIE pa3psiibl,
MPEeUMYIIECTBEHHO B 3aThLJIOYHBIX OOJIACTSIX C HapacTa-
HUEM MHIeKca Bo Bpems cHa. Hapsiny ¢ aTum, B (hoHOBO¥
3aMMCU PETMCTPUPOBAINCH PUTMUYECKAsT IeTbTa-aKTUB-
HOCTb W MEUICHHBII 3agHUII OCHOBHOW pUTM. TOJIBKO
y 3 u3 15 4yenoBek anbda-puT™M K MOMEHTY HCCJIEIOBa-
HUSI JOCTUT 4acTOThHI BO3PAcTHO HOpMBI [6]. M3BecTHO,
YTO PaCCTPOICTBAa ayTMCTUYECKOTO CIIEKTPa, COMPOBOXK-
JlaeMble TIaTOJIOTMYECKON 3MUIeNTU(OPMHON aKTUBHO-
CTBIO Ha 3JIeKTpo3HIIedasorpaMme, Taxe B OTCYTCTBUE
SIUJIETITUYIECKUX TPUTTAIKOB CBSI3aHBI C XyAIIMMU ITPOT-
Hozamu. A. Jimenez-Gomez u coaBT. [6] Tpearonaraior,
YTO 3TO MOXET OBITh MPUMEHNMO U K TIallMEHTaM C MyTa-
mussvu TeHa SYNGAPI. Hanbonee yacTbIMU U3 OIMCAH-
HBIX B ucciienoBannn H. Zhang u coast. [8] mpucrymnos
ObITM MUOKJIOHMU. [TaTOTHOMOHWYHBIMU M3MEHEHUSIMU
Ha 3JIeKTpodHIIedaiorpaMMe ObII TeHepaIn30BaHHbIC
pa3psimbl M3 TIMKOB, TMOJUITUKOB M MEIJICHHBIX BOJIH,
WHOTIAa C TipeoOnafaHMeM B 3aThLJIOUYHOM 00JIaCTH.
MHbpaHTUIBHBIMU ClTa3MaMU B paHHEM BO3pacTe CTpa-
nam 42,8% mnanumenTtoB [8]. Cxoxkue JaHHBIE MOJYYEHBI
C. von Stilpnagel u coaBr. [9] mpu uccienoBanum pedex-
TOPHBIX IPUCTYIIOB Y JINIL ¢ MyTalusiMu B reHe SYNGAPI.
MMUOKIIOHWUU BeK, BBI3BAHHBIE TIPHEMOM TTUIIU, BCTpeYa-
JINCh Yallle ocTadbHbIX. Kpome Toro, mpucTyrbl TpoBoO-
LIMPOBATUCH OpodalaibHBIMUA TPUTTEpAMU B BUIE TIPU-
KOCHOBeHWUi1 K Jmity wim ko pry. C. Mignot u coasnr. [10]
O0OHapY XU TTpUMepHO Yy 84% TAllMEHTOB ¢ MYTaLIUSIMU
B reHe SYNGAPI v yMCTBEHHOI OTCTaJIOCTHIO T€HEpaIu-
30BaHHYIO SMWIETICUIO; Y HEKOTOPbhIX M3 HUX Oblia Jaua-
THOCTMPOBaHA MUWOKJIIOHMYECKH-acTaTuuecKasl SIuiern-
cust (cuHnpom Jly3e) miam MMOKJIOHUS BeK ¢ abcaHCcaMu.
BapuaHThl IPUCTYITOB BKJTIOYAIN TUTTMYHBIE WU aTUTTY-
Hble abCcaHChl, MUOKJIIOHMM C TIAIEHUSIMU WU Oe3 HUX,
MMOKJIOHUM BeK, TOHMKO-KJIOHUYECKHE TIPUCTYITBI U aTO-
HuYeckue npucTynsl. Ha anekrposHiiedanorpamme BbIsIB-
JIsTach TeHepaM30BaHHAS SMUJIETITUYECKAs] aKTUBHOCTD,
YacTo ¢ npeobIagaHreM B 3aTBUIOYHBIX obnacTsax [10].

Haun6Gonee a3ppeKTMBHBIM TPOTUBOSNUIICITUYECCKIM
MperapaToM Ui 3THUX TAlMEeHTOB MO JaHHBIM MHO-
TMX aBTOPOB OKa3zajach BajbllpoeBasi Kuciaora. OaHaKo
TakXe WMCMOJIB3YIOTCS JIeBETHUpalleTaM U 3TOCYKCHUMMUI.
B Hacrosiiiee BpeMsT B TUTepaType OTCYTCTBYeT MH(DOP-
Manusi 00 3(pHEKTUBHOCTU KETOT€HHOW JUETHI y neTei
¢ mytanueii B SYNGAPI [8].

3ajepKKa KOTHHUTHBHOTO pPAa3BUTHA W YMCTBEHHAS
OTCTaJOCTh. DHIledanonaTus, BbI3BaHHAs MYTalUSIMU
reHa SYNGAPI, xapakrepu3yeTcsi yMCTBEHHOI OTCTaJo-

cThio 5-ro TMMA (mental retardation type 5 — MRDS) [8].
Pacrnpoctpanennnie ¢enotunst B MRDS5 Bkimouaror
KOTHUTUBHBIE U CEHCOPHBIE AUCHYHKIWUH, HAPYIICHUS
BKCMPECCUBHONW W WMIIPECCUBHOI pevu, TOBeleHYe-
CcKHe TIpo0aeMbl U snujienicuio. Y mauneHToB ¢ MRDS
YacTo AMAarHOCTUPYIOTCSI pacCTPOMCTBA ayTUCTUYECKOTO
CTEeKTpa U CUHAPOM HeduluTa BHUMAHUSI U TUTEpaK-
TUBHOCTH. MyTallMM IO TUIY yTpaThl (PYHKIIMU B TE€HE
SYNGAPI nocTtaToyHO pacIpOCTpaHEHBI, YTO [eJlaeT
MyTalluM B 3TOM TeHe OJHMMHU W3 HauboJjiee pacrpo-
CTpaHEHHBIX TMPUYMH YMCTBEHHOM OTCTaJOCTU C 3IU-
JIeTicueil. Y MmalueHTOB C TSKeJIbIMM BapuaHTaMU TeHa
SYNGAPI otcyTcTBYeT peub, oueHb HU3Kui 1Q (<50) u,
KakK TIpaBWIO, MMEIOTCS KOMOPOMIHBIE pacCTPOICTBA,
yaiie — noBejeH4Yeckre rpoosemsr [11].

3amepkka pas3BUTHUSI CIYXUT TIEPBBIM TIPOSIBIIE-
HUeM 3a0oJieBaHUSl y TAIMEHTOB C MYyTallMsIMU TeHa
SYNGAPI. H. Zhang u coaBr. [8] oTMeyaloT, 4TO KOT-
HUTHUBHBIE HapYIIEHUs TIOSIBIISIIOTCS B TEUEHUE TTEPBOTO
roja XXU3HU U MPOTPECCUPYIOT C BO3PACTOM; 3a/lepKKa
peun Oosiee BhIpaxkeHa, YeM JIBUTaTeIbHbIe HapyIIeHUs.
Y otrnenbHBIX neTeil pedb He HAauMHAeT pa3BUBATHCS,
Y HEKOTOPBIX Pa3BUTHUE peYMd BapbUPYeT OT MCIIOJb30-
BaHUSI OTIOEJBHBIX CJIOB 0 IPeIJIOKEeHU n3 4—5 CIoB.
B xoropre D.R.M. Vlaskamp u coaBt. [1] peub ObLia
HapylleHa y BcexX UCCIeAyeMBbIX, IIPU 3TOM Y 25% mauu-
€HTOB OHa OTCYTCTBOBajia IIOJHOCThIO. YMCTBEHHast
OTCTAJIOCTh BbISIBJIEHA Y 55 U3 57 MauMeHTOB, TIPU 3TOM
OT yMepeHHOW no Ttskenoir — y S50 nui, jerkas —
Y OCTaJIbHBIX 5.

Oco0eHHOCTH HEBPOJOTHYECKOTO CTATyca W OMOPHO-
JBUTATEJbHOr0 amnmapata. [lo nmaHHBIM JUTEpaTypHI,
HEBPOJIOTUYECKUI OCMOTP MALIMEHTOB OOBIYHO BBISIB-
JISIET MBILIEYHYIO TUTIOTOHUIO, aTaKCUIO, TPeMOp, CTpa-
ou3M M MuKponedanuio. ATakCUs WM WU3MEHEHHas
noxojka Habmonanuch y 7 u3 10 maimeHToB, 0 KOTOPbIX
coobuuau M.J. Parker u coaBr. [12], mpu 3TOM momuep-
KMBaJIOCh, YTO OCOOEHHOCTU CTPOECHUSI MO3KEUKa SIBJIsI-
IOTCSI KJIIOYEBOW 4YacThblo (heHOTHMIIa TIPU TATOTEHHOM
myTauuu B reHe SYNGAPI. Opronennueckue aHOMaauu
BKJIIOUAIOT CKOJIMO3, TUIOCKOCTOIME, MPOHAIIMIO CTOIIbI,
MOJIyI0 CTOTY, BPOXICHHYIO AUCIUIa3UI0 Ta300eapeH-
Horo cycraBa. [ucrtoysiormyeckoe uccieqoBaHUE MO3ra
nanueHTa ¢ aTakcueit OOHapYKUJIO TTOUYTH MOJIHOE OTCYT-
cTBUE KJIeTOK [lypkmnHbBe B MO3KeuKe M acTpoumuTos [1].
V mamuentoB ¢ myranusmu reHa SYNGAPI oGbIYHO
HapylleHa MeJjikass ¥ obOmass Motopuka. OrpaHUYeHUsI
MEJIKOW MOTOPUKHU TIPOSIBJISIIOTCSI B BHUIE TPYIHOCTU
3axBaTa TPeIMETOB TajbllaMU WIM KUCTbIO, XapaKTep-
HbIe HapylIeHUsT OOIIel MOTOPUKU — HaJW4yne aTaKCuu
u quctipakcum [7].

YepenHo-1uueBbie 0COOEHHOCTH. XOTSI HEKOTOpPbIE
aBTOPBI BBIIESIIOT CBOEOOPA3HbIN BHEUIHUN BUI JUlA
(MUHAANIEBUIHBIM pa3pe3 TIJa3, cjierka TMPUOTKPBITHIN
POT, BBITSIHYTHII HOC, INIMPOKUE YIIIH, IMUPOKO TTOCAXKEeH-
HbIE IJ1a3a U pa3HOil CTeTNEHM MTO3), HESICHO, TOCTATOYHO
JIU YHUKAJIBHBI 3TU MPU3HAKU, YTOOBI TIO3BOJIUTH Bpavy
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Mo03peBaTh JaHHOe 3aboyieBaHWE WMCXOIS W3 HMEo-
IIUXCS TaHHBIX [12].

Heiiposusyanusanusi. MarHuTHO-pe30HaHCHAsI TOMO-
rpadus TOJIOBHOTO MO3Ta, KaK TpaBUJIO, He BBISBIISIET
n3meHeHuii. D.R.M. Vlaskamp u coaBnrt. [1] oT™MeualoT,
YTO TIO JaHHBIM MAarHUTHO-PE30HAHCHOW TOMOTpa-
¢dum marojornueckre M3MEHEHMsI OTCyTCcTBYeT y 70%
nmanueHToB. Y 1 maumeHTa Oblja BbISIBIIeHA JieBasi J10O-
Has TIOIKOPKOBasl y3JI0Basi TETEPOTOMUS. Y OCTaJBHBIX
MallMEHTOB ObLTN HeclennduIeckre N3MeHEHUsI, TaK1e
KaK TUTIOTeHE3WsT MO30JIMCTOTO Tella, YBeIMYeHHE KeTy-
JIOYKOB WJIM CybapaXHOMOABHBIX MPOCTPAHCTB, KUCTa
IIWIITKOBUIHONM Xeme3sl [1].

IMpuBoayM omuMcaHue KIMHUYECKOTO CITydast, UJUTIO-
cTpupyoliero (GheHOTUN TalWeHTa ¢ MyTaluell B TeHe
SYNGAPI.

Knuanyeckuii cayvaii. [lanmmentka JI., 4 ropa.
B Bospacte 2 ner poautenu pebGeHKa OOpaTUINCH
¢ XXajo6aMu Ha OTCTaBaHKME B TICUXOMOTOPHOM U pede-
BOM pa3Butuu B HayuHo-knuHudeckuii LleHTp mpeun-
3MOHHOW W pereHepaTUBHOM MeauIMHBI KazaHcKoOro
(benepanpbHOTO YHUBepcuTeTa. MX Gecrmokownm ob1ast
MOTOpHasi HEJOBKOCTh pebeHKa, HeYCTOMUYMBOCTh
Mpu XoAbOe, BpeMs OT BpPEMEHM JeBOYKA «XOIMJIa
Ha IBIMTOYKAX»; CTEPEOTUIIHBbIE [IBUKEHMSI, YacThie
MOpraHus; OTCYTCTBUE COOCTBEHHON pedyn M M36upa-
TeJIbHOE TMOHMMaHWe OOpallleHHOW pedu; OTCYTCTBUE
IJIa3HOTO KOHTaKTa, yKa3aTeJIbHOTO XecTa, peaKInu
Ha JeTeil M B3POCHBIX; 3alepXKa B (OpMUPOBAHUU
HaBBIKOB OMPSITHOCTU U CaMOOOCTYKUBAaHUsI; HATUINE
MepUOJOB arpecCuy M ayToarpecuy; HapylleHUs CHa;
U36UPaTEeTbHOCTD B €lIe.

B xome KOMIUIEKCHOTO OOCeOOBaHMSI IIPU IIPOBE-
JNEHUU BUIEO- 3JIEKTPOIHIIEe(haTorpaduuecKoro MOHU-
TOPUHTA C BKJIIOUEHMEM CHa BO BpeMsI 3amucy 3a(puK-

CUpOBaHBl TMAPOKCU3MBI 3aMHMpaHUl — aTUITUYHBIC
abcaHchl, a B (DOHOBOI 3JIeKTpo3HIedanrorpaMmme —
reHepaju3oBaHHas  SMWIENTU(GOPMHAS — aKTUBHOCTD.

[Ipu Gonee BHMUMAaTETHbHOM HAOMIONCHUU 332 PEOCHKOM
POIUTETN 3aMETWIIM HaJIMIe MHOTOKPATHBIX B TeUEHHE
JTHS TITApOKCH3MOB 3aMUpaHMil: B TeUeHHE HECKOJIbKUX
CEKYHII IEBOYKA HEe pearnpoBasia HM Ha KaKue pa3npaki-
TeJIW ¥ TIpeKpalaja IBUraTeIbHYI0 aKTUBHOCTb.

Hacnedcmeennbiit anamues: y nsiav 10 JUHAU MaTepu
HEYCTaHOBJICHHOE TICUXUYECKOe 3a00JIeBaHUE, y Naslb-
HUX POACTBEHHUKOB MMEETCs STMUJIETICHUS W TI0 JIMHUU
MaTtepu, W Mo JMHUK oTHa. YepermHo-MO3roBbIe TPABMbI
POIUTETN OTPUTIAIOT.

Ilepunamanvuoiii anamue3: NEeBOYKA OT €CTECTBEH-
HO#l BTOpoOii OepeMeHHocTn B 39 ser (repBast Gepe-
MEHHOCTh — pOJIBI, PeOEHOK 3I0pOB), TMPOTEKaBIIEH
Ha (oHE TOJIOBHBIX 00Jeif, TOKCHMKO3a, apTepualbHOM
TUTIOTOHUU. PoIbI caMocTosiTeIbHbIe Ha cpoke 41 Hen,
Macca Tena mpu poxaeHun 3850 r, oleHKa IO IIKaje
Anrap 7/8 OGamntoB. Mama oTMeyaeT, 4YTO JeBOYKa
MpU POXACHUM He 3aKprdajia, MpaKTUIeCKU He KpuJaia
U He TUTaKaja B HeOHaTaIbHBIN ITepro, Obljla OYeHb clla-

UHUYECKUE CJT1YHAU

6011 1 Bce BpeMs criaia. ['oJ1oBy AeBouKa Havaja aepxKaTh
B 2 Mec, cuIIeTh B 8 Mec, XonuTh B 13 Mec, HOBbIE IBUTA-
TeJIbHbIE HaBBIKU TTOSIBJISTACH Ha (hoHE Tepanuu. Xoauia
JIEBOYKA M3HAYaJIbHO HEYCTOMYMBO, TepecTaja maaaTh
MPU XOIB0E TOJIBKO MOcJe 2 JIeT.

B Hesponoeuueckom cmamyce: 4YeperiHble HEPBBI
0e3 acumMMeTpuu. MubIedyHblit TOHYC nuddy3HO CHM-
xeH. CyXoXUJIbHbIE pedIeKChl OKUBJIEHBI ¢ PYK U HOT,
paBHble. Cuila TIO MBIIIEYHBIM TpPYyMIaM COOTBET-
cTByeT Bo3pacty. JluckoopmuHauusi. TpemMop TOJOBBI
U TIAJIbIIEB PYK, B pyKaX MUHUMAJIEH B TIOKOE, YCUIMBA-
eTcsT TIpU MOCTVKeHUU 1eiu. IToxomka aTakTudeckas.
He ymeer nprITath.

Mo maHHBIM HEWPOTICUXOJIOTMUECKOTO 00CIeI0Ba-
HUSI M WCCIIEIOBaHUS PEUYEeBOrO CTaTyca B JWHAMHKE
(2,5 roma; 3 roma 2 mec; 4,5 rona) BbISIBJIeHA BbIpaXKeH-
Has 3aJepKKa MCUXOPEYeBOro pa3BUTHUS C ayTOIMOHO0-
HBIM TIOBEICHUEM, CHUCTEMHOE HeIOpa3BUTHE peun
(1-#1 ypoBeHb peuyeBOro pa3BUTUSI), NEPUIIUT pa3BUTHUSI
MEJIKOM M KpPYIMHON MOTOpPUKHU. JIMHaMUKa pa3BUTUS
BBICIINX TICUXUYECKUX (DYHKIINI CIaO0IOI0KUTEIbHAST,
MeJUTeHHas1, TMHAMUKa B peYeBOM pa3BUTUU 3a 2 Tojaa
He 3a(UKCHpOBaHa, HEB3UPas Ha TO, YTO IeBOYKA C 2 JIET
PETYJISIPHO TIOJIy9aeT TIOMOIIb B peabMIUTAIIMOHHBIX
LIEHTpax, TIe 3aHWUMaeTcs ¢ JoromenaMu, IedeKTo-
JoraMM W HeWporicuxojoraMu. PabGoTocnocoOHOCTb
NEBOYKM BO3pPAaCcTy HE COOTBETCTBYET, (DUKCUPYETCS
BBIPAXXEHHBIN PETYISTOPHBIN Ae(ULIUT (C TPYAOM yCBa-
WBAeT WCIOJHEHUE MPOCTBIX MPOTrpaMM, IMPaKTUIECKU
He TOIAepKMUBaeT X caMOCTOSATeNbHO). MccnenoBaHme
GyHKIMI TIpremMa, XpaHeHUsl W TepepaboTKu MHOOP-
Malluy BBISIBISIET TPYOBIN IeUIIUT CIYyXOPEYeBOTrO THO-
3uca, BBIPAXEHHBI HOeOUINT 3PUTETLHO-TIPOCTPAH-
CTBEHHOTO U KOXKHO-KWHECTETUYECKOTO THO3Mca. MOTHUB
9KCTEPTU3bl He CcHOPMUPOBAH. Y4eOHOE IOBEIeHNE
He cdopmupoBaHo. IloBenenue moneBoe. [lonmmanume
obOpallleHHOI peyn n30uparebHOe Ha OBITOBOM YPOBHE,
coOCTBeHHasl peub MpeaAcTaBlIeHa KpaitHe peIKUMU BOKa-
JU3alMsIMKA. XapaKTepHBl TPOOJIEMBbI C KEBaHHEM CO
CJ1a001 TTONIOXKUTEIbHON TMHAMUKOM.

HaBbiku camooOciykuBaHusi He C(OPMHUPOBAHHI,
pPOIUTENM JaXe OTMEYalOT OTPULIATEBHYI0 JUHAMUKY
B ITpMOOPETEHNM HABBIKOB (IEBOYKY C TPYIOM YIAETCsI OJie-
BaTh, OHA CONPOTUBIISICTCSI TATUEHUIECKUM TIPOIIEAypam).

Ilpn MPOBEIEHU U MarHUTHO-PE30HAHCHOU
TomMorpau TOJOBHOTO Mo3ra B 2,5 rojga IaTojo-
TMM He BBISIBIEHBI. KOHCYIBTMpPOBaHA CYpIOJOTOM:
0e3 martojiorun. [lo JaHHBIM BHAEO- 3JIEKTPOIHIIEha-
JiorpauuecKoro MOHUTOPUHTA, TMTPOBEIEHHOTO B BO3-
pacte 2 roga 7 Mec, OCHOBHAasl aKTUBHOCTb 3aMeIeHa
OTHOCUTEJIbHO BO3PAaCTHOM HOPMBI, TEePUOANYECKU
B 3aTBUIOYHBIX 00JIACTSX PETHCTPUPYETCS TOCTATOYHO
peryjsipHoe jeibTa-3ameqieHue; Tpu OoIpcTBOBa-
HUM ¥ BO CHE 3apernucTpupoBaHa SMWIETITH(OPM-
Hasl aKTUBHOCTh BHICOKOTO MHIEKCAa B BUIE KOPOTKUX
U TIPOIOJKEHHBIX TUM@Y3HBIX OUCUHXPOHHBIX pa3psi-
JIOB U3 KOMILUIEKCOB MUK-, TTOJUTMHUK-MeIJIeHHasT BOJTHA
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Pucyrok. @parMeHTbI 2J1EKTPO-
3HuedasorpaMmMbl B NlepHoae

° OonmpcTBoBaHus (a, B) M cHA (0).

a — OCHOBHOW pPHUTM He3HA-
YUTETbHO 3aMelieH, B 3aTbl-
JIOYHO-BHCOYHBIX o0JacTax
OUCHHXPOHHO PEruCTPHPYIOTCS
BBICOKOAMILTUTYIHbIE MeJLIeH-
Hble BOJHBI JIeJIbTA-IUANA30HA
yacroToii 2,5-3 ' ¢ BKiIoYe-
HHEM CNaiiKoBOr0 KOMIIOHEHTA;
0 — peructpupyrotcs mudgys-
Hble OMCHHXPOHHbIE PA3PSIbI
U3 KOMILIEKCOB K-, TOJIHITAK-
BOJIHA C MPeo0d/IaaHleM B JI00-
HO-IEHTPAJbHbIX 00JIACTSX aJTb-
TepHUpYIOUIeH JIaTepaau3auuu
JumTensHocTeio 10 1-1,5 c¢;
B —Npu OOAPCTBOBAHMU pPeru-
CTPUPOBAJMCh  OMCHHXPOHHbIE
g dy3nbie paspsaabl U3 KOM-
IUIEKCOB MHUK-, MOJMNUK-BOJIHA
¢ yacrtoroii 2—2,5 T'u ¢ npeod-
JIaJlaHieM B JIOOHO-IIEHTPAIb-
HBIX 00/1aCTAX ATbTEPHUPYIOLIEH
JIaTepaIu3ani JUTTETbHOCTIO
10 9 ¢, 9TO0 KIIMHUYECKH COTpO-
BOXKIAJIOCH TIPEKPALEHNEM [IBU-
raTejgbHON AaKTHBHOCTH, aMHU-
Mueii, TPUOTKPHIBAHMEM PTa,
MeJJIEHHbIM MOpraHdeM (mat-
TepPH ATHINYHOTO a0caHca).
Figure. Fragments of an elec-
troencephalogram during
the waking period (a, B) and
during sleep (0).

a — the main rhythm is slightly
slowed down. High-amplitude
slow waves of the delta range
with a frequency of 2.5-3 Hz
in the occipital-temporal regions
are recorded bisynchronous-
ly with the inclusion of a spike;
0 — diffuse bisynchronous dis-

~ charges spike-, polyspike-wave

complexes are recorded with
a predominance of alternating
lateralization in the fronto-cen-
tral areas with a duration of up
to 1—1.5 seconds; B — the bisyn-
chronous diffuse discharges
spike-, polyspike-wave complex-
es with a frequency of 2—2.5 Hz
were recorded during wakeness
with a predominance of alter-
nating lateralization in the fron-
to-central regions lasting up
to 9 seconds, which was clini-
cally accompanied by a cessation
of motor activity, amimia, open-
ing of the mouth, slow blinking
(pattern of atypical absence).
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KJINMHUYECKUE CJTYHAU

BBICOKOU aMIUJIUTYAbI C TipeobiafaHueM TO B JIOOHBIX,
TO B 3aTBUIOYHBLIX 0O0JIACTSAX aJbTEPHUPYIONIEH jaTe-
panu3anuy OJIATebHOCThIO mo0 3—9—11 ¢ vactoToit
1,5-2,5 I'u (cM. pucyHok, a, 6). [Ipu 6onpcTBOBaHUMU
3a(pMKCUPOBAHbBl TAPOKCHU3MaJIbHbIE COOBITUSI JJIH-
TEJILHOCTHIO 10 5—11 ¢, KOTOphIe, C yUeTOM KIMHUKO-
aJIeKTpodHIIedanorpaduuecKuX KOppeasiToB, paclie-
HEHBI KaK aTUIMUYHbIe a0CaHCHI (CM. PUCYHOK, B).

C momo3peHreM Ha CHHIPOMAaJbHOE TeHETUYeCKOoe
3a00JieBaHME peOeHOK ObLT HaIlpaBJieH Ha MOJIEKYJISIPHO-
reHeTnueckuii aHanms «KyimHuueckoe ceKBeHMpPOBaHNUE
9K30Ma», MO pe3yJbTaTaM KOTOPOTo OOHapyXeHa OIH-
caHHas paHee reTepo3uroTHast MyTtauus B reHe SYNGAPI
chr6:33440767G>A ENST00000646630 c.1715G>A
p.Trp572*, mpuBonsiias K TepMUHAIIMA CUHTe3a Oeyka.
C nomomnibto aHanm3a 1o CaHrepy MoaTBepXXaeHa MyTa-
1ust de novo.
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