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TYBEPOCKIEPO3. KTMHUYECKOE HABNIOOEHUWE 10-NETHEU OEBOYKU

AzepOaiiyKaHCKII TOCYIapCTBEHHBI HHCTUTYT YCOBEPIIEHCTBOBAHMS Bpadel nM. A. Anmesa, baky, Pecmybmika
Azepbaitpkan

Lenv. Ungopmuposanue yumameneii 0 00CMUNCEHUAX 2eHEMUKU, MONEKYIAPHOU OUOIO2UU, A MAKCe O pa3pabomxe e ceHe-
MUYECKUX OUACHOCIMUYECKUX Kpumepueg mybepocKiepo3a, makdice HA0eHCHO NO360NAIOUUX NPAGUTLHO U C80EBDEMEHHO NO-
cmasums ouazno3. Mamepuan u memoowt. Ilpedcmasnen pempocneKmughbwill ananus coocmseernnozo 10-nemuezo Habnooenus
0egouku, cmpaoaroueil myoepockiepo3om. [l noomeepicoenus OuazHo3a ObLiu UCHOIb308AHbL AHAMHECTMUYECKUE OaHHble,
3aKII04eHUst 1aO0PAMOPHLIX U HEUPOBU3YATUIAYUOHHBIX MEeMOo008 Uccied08anus, ouaznocmuyeckue kpumepuu 2012 2. (TSC
Clinical Consensus Conference). Pesynomamut u oocyscoenue. Ilposedennoe KiuHuieckoe Habmooenue npedcmagisiem co-
001l cnyuaii mybepo3Ho20 CKAepo3a — PeoKO2O 2eHemu4ecku 00YCIO6IEHHO20 3a00Ne6anusi U3 epynnvl akomMamosos, Ha-
omooaemozo namu 6 meuenue 10 aem. ITocmanogke OuazHo3a cnocobcmeosano Hanuuue 3a0ePAHCKY pedu U NCUXOMOMOPHO20
Dpaszgumusi, NUPAMUOHOT CUMRIMOMAMUKY, YACMbIX CYOOPONICHbIX npunadkos. O6uapyscennas mymayus ¢ eene (TSCI1 wnu
TSC2) ¢ aymocomno-0omunanmusiym heHomunom Haciedosanus 6e3 Konebanul noomeepouna Ovl YCmMaHoeieHHbI OUACHO3,
00HaKo mams O0NLHOU omKazanace om oocnedosanust. Ilpuwnoce npubecHymes Kk Opyeomy, He MeHee 00CHMOBEPHOMY aAPUAH-
my, noomeepoicoaioujemy oannviil ouaznos, — pexomendayusam TSC Clinical Consensus Conference 2012 2. u na ocnosanuu
BLIAGICHHLIX NEPBUUHBIX (aH2UOPUOPOMYBL Ha uYe, 2UNONUSMEeHMHbIe NAMHA, KOPKOGble Y3ibl, mybepbl 8 20106HOM Mo32e,
cybInenoumMansHoie y3il) U GMOPUUHBIX (MHOSOYUCTIEHHbIE YeNYOILeHUsL 8 IMANU 3Y008, MHOJICECMBEHHbLE KUCHbI NOYEK) K-
HUYECKUX NPUHAKOS, UMEIOWUXCS Y Haulel RAYUeHIMKY, YCMaHoeums ouaznos. Beleoowl. [Ipeocmasnennoe kaunuueckoe Ha-
OnI00€eHUe YKa3bl8aen Ha 603MOICHOCTb ROCMAHOBKU OUASHO3A MYBEPOCKLEPO3a U De3 yuema 2eHemuiecko20 00C1e008aHus.

KnwueBbie cnoBa: mybepockiepos; kpumepuu TSC (Clinical Consensus Conference); snunencus,; 36epoiumyc.
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TUBEROUS SCLEROSIS: CLINICAL OBSERVATION OF A 10-YEAR-OLD GIRL
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Aim. Informing readers about the achievements of genetics, molecular biology, as well as the development of non-genetic
diagnostic criteria for tuberous sclerosis, which reliably allow for a correct and timely diagnosis. Materials and methods.
A retrospective analysis of our own 10-year observation of a girl suffering from tuberous sclerosis is presented. Anamnestic
data, conclusions of laboratory and neuroimaging methods of research, diagnostic criteria from 2012 (TSC Clinical Consensus
Conference) were used to confirm the diagnosis. Results and discussion. The clinical observation conducted represents a
case of tuberous sclerosis, a rare genetically determined disease from the group of phacomatoses, observed for 10 years. The
diagnosis was facilitated by the presence of speech and psychomotor development delay, pyramidal symptoms, and frequent
seizures. The detected mutation in the gene (TSCI or TSC2) with an autosomal dominant inheritance phenotype without
fluctuations would confirm the established diagnosis, however, the patient’s mother refused examination. It was necessary
to resort to another, no less reliable option to confirm this diagnosis: the recommendations of the TSC Clinical Consensus
Conference 2012 and based on the identified primary (facial angiofibromas, hypopigmented spots, cortical nodes, brain tubers,
subependymal nodes) and secondary (numerous enamel pits in teeth, multiple kidney cysts) clinical signs present in our patient
to establish the diagnosis. Conclusions. The presented clinical observation indicates the possibility of diagnosing tuberous
sclerosis without genetic testing.
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Ty6epoznsrit ckiepo3 (TC) — OGomesnp BypreBumsa— [TaTorenermuecku 3a0oeBaHNe XapaKTepHU3yeTcs Hapy-
IIpunrna, neHTpaJbHBIN HEUPOHOMATO3, HEHPOKOXKHBIN CHH- meHueM npoiudepanuu, MUTparuu 1 auddepeHITnpoBKU
apom, EPILOIA (epilepsy, low intelligence, angiofibroma),  kneTok Heifpornuu. BosesHb TepegaeTcss ayTOCOMHO-IO0-
CHUHAPOM ce0OpeifHON aIeHOMBI, CYIOpOT M YMCTBEHHOW OT- ~ MHHAHTHBIM ITyT€M, HO WHOT/A HAaONIONAIOTCA M CIOPaaH-
CTaJIOCTH — SIBIIAETCSA HEMPEPHIBHO IPOTPECCUPYIONINM Te-  YecKHe ciydam. JacToTa BCTPEYaEMOCTH STOTO PEIKOTO

HETHYECKH IeTePMUHUPOBAHHBIM 3a00JIeBaHNEM U3 TPYNIIBI  opdaHHOTr0 3a00JeBaHuUs B Monyasanun coctasiseT 1:10 000

(haxoMaTo30B. (y HoBOpOXKteHHBIX — 1:6000) [1, 2].
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10-30% ciygaeB TC 00ycnoBIeHO MyTalHMsIMH B TEHE
TSCI, noxanm3oBaHHOM Ha 9- Xxpomocome. OH KOTUpPYET
6emox ramapTuH. OcTanbpHBIE CTydau 0071e3HU 00yCIOBICHBI
MyTanusamu B rere 7SC2, nokaan3oBaHHOM Ha 16-i xpomo-
come. A 3T0T reH kogupyeT Oenok tyoepun. 7SCI u TSC2
B HOpPME SIBIISIIOTCS. €CTECTBEHHBIMH T'€HaMH-CYIIPECCOPAMHU
OITYXOJIEBOTO POCTA, OEITKOBBIE MPOTYKTH KOTOPBIX CIIOCO0-
HBI HHTHOUPOBATh onocpenoBanubie komruiekcom mMTORCI
(mammalian Target of Rapamycin Complex 1) curnams
K KJIETKaM.

MyTanuu B 3THX reHaxX HapyImaoT GYHKIUIO TaMapTHHA
1 TyOeprHa, 9YTO MPUBOAUT K MATOJOTHYECKONW aKTHUBAILIUU
kuHa3pl MTOR. DTOT KiII04EBOIl perymsTop pocrta M Mpo-
nudepanuu KIETOK IPOBOLHMPYET pa3BUTHE MHOXKECTBA
OOpPOKAYECTBEHHBIX OMyXOJiel (ramMapToM) B pas3IHIHBIX
opraHax: TOJIOBHOM MO3T€, Il1a3axX, KOXe, Cepille, MoYKax,
MIEYCHH, JIETKUX, JKeITyJOYHO-KHIIICYHOM TPAKTE, YHIOKPHH-
HOH 1 KOCTHO# cucteme [1, 2].

Jns monTBepkaeHUs IHar€Ho3a HEOOXOAMMO HPOBECTH
MOJIEKYJISIPHO-TEHETHYECKYI0 THarHOCTUKY C BBISIBICHHEM
TSCI nnu TSC2 reHoB.

Kpome s3TOroO, CymiecTBYIOT OHAarHOCTHYECKHE KpHUTE-
puu, npemnoxennsie B 2012 . (TSC Clinical Consensus
Conference), KOTOpbIE COCTOSIT U3 IEPBUIHBIX U BTOPUIHBIX
MIPU3HAKOB.

Tax, k mepBUYHBIM (OOJIBIIMM) TPU3HAKAM OTHOCSATCS aH-
ruopudpomel tuia (He MmeHee 3) vt GuOpo3HBIE OISAIMIKY Ha
n0y; THIIONUTMEHTHBIE MIATHA (HE MeHee 3 W He MeHee 5 MM
B JMaMETpE); HETPaBMATHIECKHUE OKOJIOHOTTEBBIE PHOPOMBI
(He MeHee 2); y9acTOK «IIarpeHEBOI KOXKW»; MHOKECTBEH-
HBIE TaMapTOMBI CETYaTKH; KOPKOBBIE MUCILIA3UHU (HE Me-
Hee 3); KOPKOBBIE TyOephl I MUTPAIIHOHHBIE TPAKTHI B O€JIOM
BEIIECTBE TOJIOBHOT'O MO3Ta; CyOdmeHauMaIbHbIe Y375l (HE
MeHee 2); cyOdmeHaAnMaNbHasi THTAHTOKJICTOYHAS aCTPOIIH-
TOMa; pabJOMHOMBI CEpAlla, MHOXECTBEHHBIC MU OJUHOY-
HbIE; TUM(paHTHOIEHOMHOMATO3 JIETKUX; MHOXKECTBEHHBIC
AHTHOMUOJIMTIOMEBI TIOUEK (HE MEeHee 2).

Ko BTOpHYHBIM (MaibIM) IpU3HAKAM OTHOCSITCSI MHOTO-
YHUCIICHHBIE YTIyOJeHNs B dMaiu 3y0oB (He meHee 3); ¢u-
OpOMBI B TIOJIOCTH pTa (HE MEHEe 2); raMapTOMBI BHYTPEH-
HUX OPraHOB; aXpPOMAaTHYECKHUH YYAaCTOK ceT4aTol 000JI0d-
KM T71a3a; MATHA THIAa KOH()ETTH Ha KO)Ke; MHOKECTBEHHBIC
KUCTHI modeK. OpHUeHTUPYAICh HA HHUX, TAKXKE MOXKHO TOA-
TBEpAUTH IHArHO3: HEeCOMHEHHBIH nuarHo3 TC ycranaBiu-
BaeTCAd Ha OCHOBAaHWH HAJMYUSA 2 TMEPBUYHBIX IPHU3HAKOB
unu | MepBUYHOTO U 2 BTOPUYHBIX MMPU3HAKOB; BO3MOKHBIN
JIMarHO3 — HA OCHOBAHWHY HAJINYUA | IEPBUYHOTO IIPHU3HAKA
niu 1 mepBUYHOrO U 1 BTOPUYHOTO MPU3HAKOB 160 2 (1 60-
Jiee) BTOPUYHBIX TPU3HAKOB.

HeJbio 3TOH CcTaThH SABISAETCS MHOOPMUPOBAHUE YHMTA-
TeJeH 0 TOCTIKEHUAX TeHETHKH, MOJIEKYJISIPHOI OMOJIOTHH,
a TakXe O pa3paboTKe HETEHETHYECKUX AMArHOCTHYECKHIX
KpUTepHeB TyOepockieposa, TakKe HageKHO TTO3BOJISIOMIIX
MPaBIJIBHO B CBOEBPEMEHHO IIOCTABUTH JUATHO3.

HenaBHue OTKpBITHSA, Kacalomuecs CTUMYJIAIUH POCTa
OITYXOJH, U3MEHWIN HUCTOPHIO 3TOT0 3a00JIeBaHUs, CICiaB
BO3MOKHBIM TIPUMEHEHHE B €r0 JICUCHHUH CIEIU(PHICSCKIX
MIpemapaToB (3BEPONIUMYCa).

Guidelines for practitioners

3HaHUE BAPHUAHTOB MOX0/Ia K TEPAIHH MTO3BOJISET JIyIle
JICYUTH OOJBHBIX, MIOCKOJIbKY 3aMelIeHNe TKAHEeH OIyXosi-
MU TpH 3TOM 3a00JIEBAHHH MOXET MPUBECTH K 3HAYUTEIb-
HOH 3200J1€BaEMOCTH M CMEPTHOCTH.

KianHuvyeckuii cayyaid

IIpencraBnseM peTpOCeKTUBHBIN aHATU3 COOCTBEHHOTO
necatuiaeTHero Hadmonenns. [lanuentka — nesouka 10 et
(03.08.2013 roma poxnaeHus). CemelHbIH aHaMHe3 ObLIT CO-
OpaH co CIIOB MaTepH, KOTOpasi OTpUIaia y ceds Hammdue
HACJICACTBEHHOH OTATOMEHHOCTH. CO CTOPOHBI OTIIA, BKITIO-
4as ero caMoro, HacJIeICTBEHHOCTH ObLIa OTATOIICHA KOX-
HOU MaToJIoTHel B (hopMe MATEH pa3HOW BEIMYUHEI U CyJI0-
poxHBIME Tpunankamu. CyIoporu mocie myoepTaTHOro Te-
pHoza He TOBTOPSUINCH. B HacTodAmee BpeMs OH paboTaeT Ha
TOCYapCTBEHHOH ciryk0e u ka0l Ha 370pOBbE HE MPEIb-
aBisieT. Ero 6paT u cecTpa ymepiu BO BpeMs SIIHJICHTHYC-
CKOTO CTaTyca.

PebGenok ¢ poxaeHuss HaOMIOZAaeTcs y HEBPOJIOTA.
W3 amamue3a, COOpaHHOTO CO CJIOB MAaTEpH, CTAJO HU3BECT-
HO, YTO eIlle¢ B MEPHOJe HOBOPOXACHHOCTH €il MPOBOXMUIN
HEeHpocoHOTpaduIo TOJIOBHOTO MO3ra — OblJla 0OHapyXKeHa
ONWHOYHAS KUCTA, KOTOPAas MPH MOCIETYIONINX ITOBTOPHBIX
HCCIIEIOBAaHUAX HEe HAOII0aanach.

3areM, B 4-MeCSYHOM I'PyTHOM Iepuojie y peOeHKa Hada-
JUCH CyIOpOKHBIE Tpunaaku. [Io aTomy moBoxy math obpa-
Triack B JleTckyio HeBposiormueckyoo OonpHHIy. PebeHky
Obl1a Ha3HA4YeHA aHTHANUJICTITHYECKAst OTUTepanus. Yiyd-
IIeHUs He HaOmronanock. [Ipumanku yyamanuce.

B 6-mecssaHOM BO3pacTe ObliIa BIIEpBBIC MPOBEISHA TIEP-
Bas MarHUTHO-pe30HaHCcHast Tomorpadus (MPT) ronosaoro
mo3sra (09.02.2014): MHOTOYHCIICHHBIC 0YaroBble Kaabliudu-
Kallu| pa3sMepaMu oT 5 MM 10 1,5 ¢cM B pa3HBIX ydacTKax
TOJIOBHOTO MO3ra (CyOenmeHAnMalbHbBIe, CTPYIIHPOBAHHEIC
¢ 00eux CTOPOH B MOHPOEBBIX OTBEPCTHUSAX, B 00JIACTH Tpe-
YTOJTBHUKOB M Teld OOKOBBIX JKEIYAOYKOB, THIIIOKAMIIOB,
B CyOKOpTHKaBHOH Oenoii MaTepuy TeMEHHBIX, 3aTBHIIOU-
HBIX, JJOOHBIX M BHCOYHBIX [I0JICH); HAONIONAIOTCA yYaCTKU
TEHIIOPOBCKOM NMUCIUTa3uu (LiepeOpaibHbIe MPOSABICHUS TY-
6eposzHoro ckieposa). [To pezynpraTam HelipoBU3yaTH3aun
MPEIIONIOKEHO HAJHMYHe Yy peOeHKa pa3HOBUIHOCTH (ako-
Mato3a (puc. 1).

HccnenoBanust (MPT TOJ0OBHOrO MO3ra) MpPOBOAMIMCH
B IMHAMUKE Yepe3 Kaxkaple 2 roaa.

27.02.2016: He3HauWTETBHOE YBEIWYCHHE pPa3MEpPOB
KabIupUKauid B 00JacTH OoTBepCcTUE MOHPO, JaTepalib-
HBIX CTEHOK OOKOBBIX JKEIYZOYKOB, B BHCOYHBIX 00JIACTSIX.

28.12.2018: Bo (ppoHTOTEMIIOpPATIEHBIX O0IACTAX 00OMX
MOTyIIapuii HAaOMIOZAIOTCS MHOTOUYHCICHHBIE TyOephl pas-
HBIX pa3MepoB. B O0KOBEIX xemymoukax oOHapy KeHEI cyoOe-
NEHJMMWIbHBIE y3JIbl pasMepamu a0 15 mm. B xopTukains-
HBIX U CyO3NEeHIMMAaNBHBIX TyOepax HaONIomaloTcs THUIIOo-
WHTEHCUBHBIC O4Yaru Kajsudukanui (6onesns BypHeBus;
puc. 2, cM. 3-10 CTp. OOJIOKKH).

B kaxx1oM nociaeyIomeM HCCaeI0BaHUH PE3YIbTaT HOA-
TBEPIKAAJICS.

Kpome HepBHON cucTemsbl, Il OOHApyXEHHS WIPO-
ABICHUN TOApPa3yMeBaeMoOro 3ab0JIeBaHMS, MaJlOJeTHEH
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Puc. 1. Muozowucnennvie ouazosvie Kanvyudukayuu pazmepamu om 5 mm 00 1,5 cm ¢ paznvix yuacmkax 201061020 M032Q
Fig. 1. Numerous focal calcifications ranging from 5 mm to 1.5 cm in different areas of the brain

MaleHTKe HEOJHOKPATHO IPOBEPSUIM COCTOSHHE BHY-
TpeHHHX opraHoB. Y3U Opromuoir monoctu 19.09.2018
BBISIBUJIO MHOTOYHUCIICHHBIE KHCThI B 00C€UX MOYKax C Mak-
cuManbHbIM paszmepoM 11 mm. KT mouek 28.12.2018: B ma-
peHxuMe 00eux MoveKk OOHAPYIKEHBI KOPTHUKAIbHBIE KUCTHI
pasmepamu g0 13 mM. Y3U mouek 26.04.2021: monuku-
CTO3HOCTh 00EMX MOYEK C HAPACTAIONUM pPa3MEPOM KHCT
(12 MM, 13 MM, 15 Mm). B pesynsrare oOHapy XHIJIH 9TO TI0Y-
KW OYeHBb paHo ObLIM BOBJIEYEHBI B mporecc. Co CTOPOHBI
JPYTHX OPraHoOB XapaKTEPHBIX NATOJOTMYECKUX U3MEHEHU I
BBISIBJICHO HE OBLITO.

C uesbo 00HAPYKEHHUsST OHOTO M3 SPKUX KIMHHYECKUX
MPOSIBIICHUH 3a001eBaHNsI — PabJOMHUOMBI Cep/Ila — KOTO-
pasi, o JaHHBIM W3 TUTEepaTypbl, B 30—60% yxe ¢ pokaeHUS
MOXET BBISIBIISITHCS M, MOXKHO CKa3aTh, C BBICOKOI BEeposT-
HOCTBIO MOATBEPXKIAET JAMArHO3, MPOBOAUIIOCH 00CIeI0Ba-
HUE cep/lia MaJblina. Y Halleil NalueHTKH euaTpryecKas
Ox0KTI 27.02.2018 maTtonoruro He BEISBUIIA.

Huxe mpencraBiieHbl pe3ysbTaThl MHOTOKPATHBIX HC-
CJIC/IOBAHUN B JIMHAMHKE OHMO3JIEKTPUYECKONW aKTHBHOCTH
TOJIOBHOTO MO3ra JIEBOYKH.

O3I' B OonmpctBytomeM coctosHnn  10.04.2014:
BO BCEX OTBEACHUSIX HAOIIOAAIUCh TUIICAPUTMUS U MATTEp-
HBI «supression-bursty (180200 mxB). J/lanHas kapTuHa Xa-
pakTepHa JiJ1s cuHapoma BecTta ¢ nHpaHTHIBHBIMU ClIa3Ma-
mu (puc. 3).

99T Bo Bpemst cHa 06.09.2014: Guznonornveckrue puTMbI
CHA U OCHOBHBIC PUTMbI HAPYUICHbI. DMUAKTUBHOCTH HE Ha-
6mroaercst. JluHamMuKa MoaoKHUTEIbHAS.

90T Bo Bpems cHa 04.04.2015: pu3HOIOTHIECKHE PUTMBI
HapyIICHBI.

99T Bo Bpems cua 01.12.2015: dusnonorudeckue put-
MBI CHa YHOPS0YEHbI, CHMMETPUYHBI, B NMPABOH IIEHTPO-
MapueTaNbHON 30HE HAOIIONAIOTCS IHK-OCTPOBOJIHOBBIE
(120—130 MxB) xoMIIIeKCHI, XapakTepu3yomue (hoKaTbHBIN
snuenTudopMHBI odar [puc. 4].

90T Bo Bpems cHa 21.05.2015: dusnonorndeckue put-
MBI CHA YTOPSJOYEHBI, MEPUOANYESCKH B MPaBOH IEHTPO-
MapueTaNbHON 30HE HAOIIONAIOTCS IHK-OCTPOBOJIHOBBIE

(130—-150 MxB) xoMIIIeKCHI, XapakTepu3yromue HoKaTbHBIN
AMUIENTA(HOPMHBIN OUar.

90T Bo Bpemsa 6oapcTBoBanus 22.04.2017: popmupona-
HUE KOPKOBOH PUTMHKHU OTCTA€T OT BO3PACTHBIX HOPMATH-
BoB. HaGmronatotcst ymepeHHbIe QyHKIINOHATIBFHO-OpraHude-
CKHE U3MEHEHHS OMOAIEKTPUIECKOI aKTHBHOCTH TOJIOBHOTO
MO3Ta. 3aperHCTPUPOBAHO TMEPHOAMYECKOEC PETHOHAIBHOE
3aMeJIJICHHe aKTUBHOCTH JI0 IHAala3oHa TeTa B MPaBOH OK-
AU TOTEMITOpaNIbHON oOsactu (puc. 5). B ¢pone ormedeHa
smmIenTr(OpMHas AKTUBHOCTH B BHJIE HEPETYIISIPHBIX PErH-
OHAJIBHBIX OIMHOYHBIX Pa3psI0B KOMILIEKCOB «OCTPasi—Me-
JIEHHAsT BOJIHA» B JIEBOM OKIHMITUTOTEMITOPAIBHON 00JacTH
C pacmpoCTpaHEeHNEM Ha JIEBYIO TEMIIOPATbHYIO (IEPETHEBH-
couHyI0). VIKTanpHBIA MAaTTEpH HE 3apeructpupoBad. Jud-
(hy3HBIX Pa3psI0OB HET.

90T Bo Bpems 6onpcrBoBanus 04.02.2022: HabmromaeTcs
HEHTPAJIBHO-3aTHIJIOTHOE 3aMEITICHUE PUTMA.

MHOrorpaHHoOCTh 3aKJIOYEHUU TakXe TMOATBEPKIaeT
OYEBUAHOCTh BIHMSHUSA NATOTEHETHYECKUX MEXaHH3MOB
JTaHHOTO THMa (hakomMaTo3a, KOTOPBIH, pa3apakas TKaHH ro-
JIOBHOT'O MO3Ta, TPOBOIIMPYET CyTyPOKHBIC TIPUTIAIKH.

Od¢ransmonornueckoe uccienoBanue ot 05.05.2021 BbI-
SIBIJIO TOJIBKO HapyIIeHUE BU3yca B (popMe CII0KHOTO TUIep-
METPOMUYECKOTO aCTUTMATHU3Ma B pePPaKIIMOHHON aMOJIHO-
nuu. PeGenky ObLIH BBITICAHBI OYKH.

J1n BBIABIIEHUS HAMWYUS HAa KOXKE CHEIH(PUUECKHUX CIe-
JIOB 00JIe3HU peOEHOK OBLI OCMOTPEH JEPMATOJIOTOM, KOTO-
PBIN C TOMOIIBIO JaMIbl Byna o0HApY KU TeNUTMEHTHPO-
BaHHBIC YYACTKU KOXH, YTO TaK)KE COOTBETCTBOBAJIO MATO-
TeHETHYECKOMY MEXaHU3MY pa3BUTHUS TyOepocKiieposa.

C asryct 2023 1. y 10-1eTHEH MalMeHTKH CTAJN BBIPHCO-
BBIBATHCSI MHOXKECTBEHHBIE MEJKHE, OKPYTJION M OBallbHOU
(hOpMBI Y3€JIKH TEIECHOTO H JKEITO-PO30BOTO IIBETA C TIaj-
KO TIOBEPXHOCTBIO 0€3 TEHICHIHWH K CIUSHHUIO — aHTHO-
(hubpomsl B 00euX CTOpOHAX JHIIA B 00JACTH HOCOTYOHBIX
TpeyTONBHUKOB (puc. 6, cM. 3-f0 cTp. 0b6xoxku). I[Ipu oc-
MOTpE HEBO3MOXHO YIYCTHTh M OCTaBUTH 0€3 BHUMaHUS
3yOnI pebenka. Ouu nehopMHUpPOBAHBI, U3TUITHE )KEITOBATEI,
¢ GONBIIMMH TPOMEXKYTKAMHU B MEK3YOHBIX TPOCTPAHCTBAX,
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Puc. 3. I'uncapummus u nammepuwl «supression-burst» (180-
200 mxB)

Fig. 3. Gypsarrhythmia and “suppression-burst” patterns (180—
200 V)

e

Puc. 4. B npagoit yenmponapuemanvHoii 30He RUK-OCMPOGOIHOGbIE
(120-130 mxB) komnaekcol, xapakmepusyrouiue QoxkaibHblil Inu-
nenmugopmuslit ouaz

Fig. 4. Peak-slow wave (120-130 uV) complexes in the right
central-parietal zone, indicative of a focal epileptiform focus
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Fig. 5. Periodic regional slowing of activity to the theta range in the

right occipital-temporal area

¢ SMKaM{ Ha 3Majd. JTO SABIAETCS OAHUM M3 BTOPUYHBIX
npossieHuit 6one3nn bypruesuns—IIpunria.

PebeHKy MHOTOKPAaTHO MEHSIIIM BHABI aHTHIIUJICTITHYC-
CKOM Tepamuu, MPUMAJKH HEIOJIT0 KYIMHPOBAIHCH, 3aTEM
BHOBB TOBTOPSJTHUCH. [IeBOUYKa CHIIBHO OTCTAeT B IICHXOMO-
TOPHOM Da3BUTHH. Peub BHATHAA, CllerKa AW3apTpUUHAS,
OYKBYy «p» HE NMPOU3HOCUT. YacTO HapymIaeTCs IMOBEICHUE,
HE CITyIaeTcs], He COOpaHHas, 0TKAa3bIBACTCS YUUTHCA, TOTY-
4aTh 3HAHUS.

[Ipu mccrnenoBaHUM HEBPOJOTHMYECKOTO cTaTyca Oblia
BBISIBIIEHA MATOJOTHYECKas NHPaMHUIHAsS CHMITOMAaTHKa,
BBICOKHE pe(IIeKChl ¢ HEBBIPAXKEHHOHN JIETKOW acCHMMETPHY-

Guidelines for practitioners

HOCTBIO, B HHKHUX KOHEYHOCTSIX — CHACTHYECKHH THUIIEp-
TOHYC, MTOJIOKHUTENBHBIN cuMIITOM babnHCcKoro ¢ o6enx cTo-
poH. KoopamHanus u 9yBCTBUTEIBHOCTE 0€3 N3MEHEHUH.

ITocie HazHavyeHus KapOaMa3enuHa B TEPANeBTHUYECKOMN
no3upoBke 300 Mr 2 pa3a B CYTKH H CIEIU(PHIESCKOTO IS
aTol QopmbI (hakoMaTo3a mpemnapara, KOTOPhIH OKa3bIBaeT
BIIMSTHUE HAa TATOTCHETHYECKHE MEXaHM3MBI 3a00JIeBaHUS —
3BepoIuMyca, B cyToyHOH mo3e 0,25 Mr ogHOKpaTHO C yc-
JIOBHEM TIOCTETIEHHOTO JOBEIACHHS O MAaKCHMAJIbHOHM MOJI-
HOIIGHHOW JTOBMPOBKU 5 MT B CYTKH, NMPHUCTYIHI Y JEBOYKH
npekpaTiiuck. Co CTOPOHBI 3BEpOIMMYca Ke HalIrogaics
HE3HAYUTENIBHBIN ero MoOoIHbIH 3)PEKT — CTOMATHT, C KO-
TOPBIM peOEHOK OBICTPO CIIPABHIICS, U TIperapaT He ObII OT-
MEHEH.

Pe3ysibTaThl M 00CyxKICHUE

[IpoBeneHHOE KIMHUYECKOE HAONIOCHUE IPEICTABIA-
eT coboii ciyuait Tybeposnoro ckieposa (TC) — penkoro
TEHETHYECKH OOYCIIOBIIEHHOTO 3a00JIeBaHUS W3 TPYIIHI
(hakomaTo3oB, HaOmoMaemMoro Hamu B Tedenue 10 set. Jlep-
MaTOJIOTHYECKHUE MPOSBICHUS 3a00I€BaHHS MTOTHOCTHIO CO-
OTBETCTBOBAJH Pa3BEPHYTOW KIMHHYECKON KapTHHE TSKe-
noro ¢eroruna TC. J[narHo3 HOATBEPKJATH U BEIIBICHHEIC
3a TIPOIIEAIINE TOIBI CrerupruUecKre Mpu3HaKku 3a0o0yeBa-
HUSL: TOITUKICTO3 00EUX MOYEeK, MHOJKECTBEHHBIE KHCTHI, TY-
Oephl U KaJbIIMHATHI, CyOeNeHANMAaIbHEIC Y3IIbI, TOJOBHOTO
mosra, BeigBieHHbIe HAa KT u MPT.

HeBponoruueckne HapymieHHs, Takue Kak 3aJepiKka
pedn ¥ ICUXOMOTOPHOTO Pa3BUTHSI, MHOKECTBEHHBIE ITH30-
Bl CYZOPOXXHOTO CHHAPOMA, MPHU3HAKKA NMUPAMUIHBIX 3HA-
KOB, maTtoJjiornueckass DDI-kapThHA, TakKe COMOCTABHMBI
¢ HanboIee 3HAYNMBIMU KIIMHAYECKUMH TIposBieHusMu TC
[3-5]

W3 nutepaTypbl M3BECTHO, 4TO OoJe3Hb bypHeBHIiISI—
[Ipuarna reHeTHYECKH ACTCPMUHHPOBAHA, IepeAacTcs
ayTOCOMHO-JOMHHAHTHBIM IiyTeM. Harmrelt >xe OonpHOMN
He OBlIa MPOBEACHA MOJEKYJISPHO-TeHETHUYECKasl JHarHo-
ctuka. Obnapyxennas mytanus B reae (7SCI nnu TSC2)
C ayTOCOMHO-IOMHWHAHTHBIM (PEHOTHIIOM HAaCIEeIOBaHUS
0e3 xonebaHMi mMoATBEpANIIa OBl YCTAHOBJICHHBIN IHArHO3,
HO MaTh JI€BOYKH OTKAa3aJIaCh OIUIAYUBATH 3TO JOPOTOCTOS-
1ee UCCIeI0BaHue.

Torga mel mpubernu K ApyromMy, He MEHEe JOCTOBEp-
HOMY BapHaHTy, IOATBEPKIAIONMEMY IaHHBIH IUarHO3.
BwmecTe ¢ maHHBIME MaTOMOP(}OIOTHIECKOr0 W MHBIX Ja-
00paTOPHO-MHCTPYMEHTANBHBIX METOJOB O0OCIICAOBAHUS
MBI Bocmonb3oBauchk pemenueM TSC Clinical Consensus
Conference 2012 1. 1 Ha OCHOBAaHWHU BBISBICHHBIX TEp-
BUYHBIX (aHTHOGUOPOMBI Ha JHIE, TUIONMUTMEHTHBIC
MsITHA, KOPKOBBIE Y3JBI, TyOEpHl B TOJIOBHOM MO3re, CyO-
SMEHANMAIBHBIE Y3JIbI) U BTOPHYHBIX (MHOTOUYHCIICHHBIC
yriryOneHuss B 3Main 3y0OB, MHOKECTBEHHBIE KHCTHI TO-
4YeK) KIMHUYECKUX MPU3HAKOB MOATBEPAMIIH YCTaHOBJICH-
HBIM 1MarHo3.

Ha ceronusimrHuii 1eHL COCTOSIHUE peOeHKa CTaOMIIBHOE,
MPUCTYTIBI IPOCTHIE, (pokanpHbIe, HedacThie (1 pa3 B 2 Hen.)
u KpatkoBpeMeHHble (1-2 ¢). OHa peryasapHO mocemaer ce-
AHCHI TIcUX0J0ra, 00yJaeTcs Ha JOMY.
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B nomomip npakTuueckomMy Bpady

BrIBOOBI

[IpencraBieHHOe KIMHUYECKOE HAOMIOICHUE YKa3hIBAET
Ha BO3MO)KHOCTH IIOCTAHOBKH JUArHO3a M 03 ydeTa reHeTH-
4eCKOro 00CIIeI0BaHU.

Yuacmue asmopos. Pabora Oblna mpoBeneHa COBMECT-
HO. AccuUcCTeHT Kadenpsl HeBponorun AcagoBa Y.A. OTBeT-
CTBEHHA 32 cOOp M Pe3yIbTaThl aHAJIH30B.

Kongpnukm unmepecog. ABTOPHI 3agBISIOT 00 OTCYyT-
CTBUHU KOH(DIUKTA HHTEPECOB.

Q@unancuposanue. VccienoBanve He WMENO CIIOHCOP-
CKOM MOAACPIKKH.
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