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BpoxkaénHblii MOPOK pa3BUTHS FOJOBHOTO Mo3ra (JuccaHnedaus) ¢ (papmakope3ucTeHTHOM
CTPYKTYPHO# MYJIbTH()OKATBHOM NMMIENICUEN M TSKEIBIMH ABUTATEIbHbIMI HAPYIIEHUSIMU:

ONMHCaHNEe KIMHUYICCKOro Cjiyyas

Pesiome

JluccaHiedanust OTHOCUTCS K TSKENBIM Malb(hopMalysM KOPTUKAIBHOIO Pa3BUTHUSI, CBI3aHHBIM C HapyIIeHUEM Helpo-
HaJIbHOW MUTPAIK, U KIMHUYECKM MOXET MPOSIBISITECS PAHHUM Je0I0TOM 3MUJICNITUISCKUX TTPUCTYIIOB, BBIPaKEHHOM
3a0epKKOI IICUXOMOTOPHOI'O PA3BUTHSI, HAPYLICHUSIMU MBILIEYHOIO TOHYCA U (POPMUPOBAHUEM CTOMKOIO IBUTATEILHOIO
nebuuuTa. st PAFAH 1B I-accolimupoBaHHBIX (DOPM OIMMCAHBI INUPOKUI CITEKTP TSIKECTU, COYEeTaHUE HApYILIEHU KOpM-
JIEHUSI, TJIOXOTO KOHTPOJISI TOJIOBBI, CIIACTUMHOCTH, 3PUTEIbHBIX HAPYIIEHWII ¥ BBICOKOW YACTOTHI JIEKAPCTBEHHO-PE3HU-
CTEHTHBIX MUICNITUYECKUX TTPUCTYIIOB.

[MpencrasieHHoe HaOMIONEHWE JIEMOHCTPUPYET BPOXKIEHHBIN TMOPOK Pa3BUTHs TOJOBHOTO Mo3ra ¢ (GopMUpPOBaHUEM
TSDKETBIX IBUTATEbHBIX HapymeHuit ypoBHss GMFCS V / MACS V, ¢apMakope3ucTeHTHOU CTPYKTYPHOH MYJIbTHU(O-
KaJIbHOW SIUJISTICUU, TICeBIOOYIb0apHOr0 CMHIPOMa, XPOHUYECKOTO acIMpallMOHHOTO CMHIPOMa, HYTPUTUBHOMN Hemo-
CTAaTOYHOCTH M HEMPOTreHHBIX HAPYLIEHUI (DYHKIIMU Ta30BbIX OpraHOB. llenb omucaHusT KIMHUYECKOTO Cliydas — IIpO-
JIEMOHCTPUPOBATh 3HAYEHME KOMILIEKCHOM MYJbTUIUCUUILIMHAPHON OLICHKH Y MAallMeHTKU C JIMCCOHIedanuneil, dpapma-
KOPE3UCTEHTHOU SMUJIETICUel I MHOXECTBEHHBIMM COMAaTUYeCKUMU OCTIOKHEHUSIMU, a TaKKe IToKa3aTh HE0OXOIUMOCTh
BHUMATEJIbHOM MHTEPIPETALIMU TeHETUYSCKMX TaHHBIX 10 3aBEPIICHMUS CEMEMHOM BaMIALlMN BbISIBJIEHHOIO BApUAaHTA.

Kmouessie cnoBa: aucconuyepanus;, PAFAHIBI; ¢apmaropesucmenmuas snusencus; CmpyKmypHas MyabMu@OoKaibHas -
aencusi; demckuil uepebpanvhbiil napasud; GMFCS V; MACS V; nceedobyavbaprulii cuHOpom; XpoHU4eCKUili ACRUPAuUOHHDbLI
CUHOPOM; HelipoeeHHbITI MO4eB0l NY3biPb.
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Beenenne
HAHTHOMY THUITY U B OOJIBIIMHCTBE CJIy4aeB BO3HMKAIO-

JluccaHuedanus npeacranisieT coo0l peaKylo Majb-
bopManMio KOPTUKAIbHOIO Pa3BUTUSI, OOYCIOBICHHYIO
HapyILIEHUEM TIPOLIECCOB HEWPOHAJIBHOU MUTpALUU
U XapaKTepU3YIOUIYIOCsS OTCYTCTBUEM WJIW 3HAUYUTENb-
HBIM YMEHBIIIEHUEM YMCJIa U3BWIVNH TOJOBHOTO MO3ra
¢ ¢GopMUpOBaHWEM arvupuu u/WiM Taxurupuu. Tep-
MUH <«JUCCIHLEedanmus» (OT rped. lissos — mIagkui
u enkephalos — mo3r) 6su1 BBenéH R. Owen B 1868 1. [1].
CoBpeMeHHBIE TaHHbIE CBUIETEIBCTBYIOT O BBIPA>KEHHOM
FeHETUYECKOM TEeTEPOreHHOCTU 3abojieBaHUsI; OMHOI
M3 OCHOBHBIX MPUYUH KJIACCUUYECKOU JuccaHLedanun
SIBJISIIOTCS] TETEPO3UTOTHBIE TTATOTEHHBIE BAPUAHTHI TeHA
PAFAHIBI (LIS1), HacinegyeMble TIO ayTOCOMHO-IOMM--

mue de novo [2, 3].

Kitaccmueckass nmuccanmedanss OTHOCUTCS K pell-
KUM 3a00JeBaHUAM: e€ YacToTa IIPH POXICHUU OIle-
HuBaeTcs B 11,7—40 cnydyaeB Ha 1 MJIH poxaeHuid [2].
JIOCTOBEpHBIX HAHHBIX O BBIPAKCHHOM ITOJIOBOM WJIHN
reorpadIeCcKOil MpeapacioIoXeHHOCTH 3a00JIeBaHMS
HET; MOMYJISIIMOHHbBIE ITOKa3aTeIu PacpoOCTPaHEHHOCTHU
nuccoHuedannu B Poccuiickoit Denepaliii OCTAIOTCS
HEIOCTAaTOYHO HM3yYeHHBbIMHM. KimHMYecKass KapTuHa
OOBIUHO XapaKTepU3yeTcsl paHHUM J1e0I0TOM SIMICIITH-
YeCKUX MIPUCTYIOB, BRIPAXKECHHOM 3a1ePXKKOI TICMXOMO-
TOPHOTO Pa3BUTHsI, HAPYIIICHUSIMHU MBIIICYHOTO TOHYCA
1 KOPMJICHUSI, TIPYM 3TOM SMWJICTICUS Y 3HAYUTEIbHOM
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Congenital Brain Malformation (Lissencephaly) with Drug-Resistant Structural Multifocal Epilepsy
and Severe Motor Impairment: a Case Report

Summary

Lissencephaly is a severe cortical malformation associated with impaired neuronal migration. Clinically, it may manifest with
early-onset epileptic seizures, marked psychomotor developmental delay, muscle tone abnormalities, and persistent motor
deficit [|. PAFAH 1B I-associated forms are characterized by a broad phenotypic spectrum, including feeding difficulties, poor
head control, spasticity, visual impairment, and a high frequency of drug-resistant epileptic seizures.

The presented case demonstrates a congenital brain malformation associated with severe motor impairment (GMFCS V/
MACS V), drug-resistant structural multifocal epilepsy, pseudobulbar syndrome, chronic aspiration syndrome, nutritional
insufficiency, and neurogenic dysfunction of the pelvic organs.

The aim of this case report is to demonstrate the importance of comprehensive multidisciplinary assessment in a patient with
lissencephaly, drug-resistant epilepsy, and multiple somatic complications, as well as the need for careful interpretation of
genetic findings until familial validation of the identified variant is completed.
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YacTU TMallMeHTOB IpuodpeTaeT ¢hapMaKOPE3UCTCHTHOE
TeyeHue [2, 4].

B cBs131 ¢ 9TUM NpencTaBisieT MHTEPEeC IMTEIbHOE [TU -
HaMHMUYeCKOe HaOIIIOIeHE TTAIUEHTKY C MOJICKY ISIPHO-TEHE -
TUYeCKU ToaTBepKaEHHON PAFAH IBI-accouMupoBaHHOM
JiccaHuedanrei, Mo3BoISTIolIee TIPOIEMOHCTPUPOBATh M-
ArHOCTMYECKYIO TPAEKTOPUIO 3a00/I€BaHMUsI, SBOJIOLIUIO He-
BPOJIOTMYECKUX M COMATHMYECKUX OCJIOKHEHUI Y 3HAYCHUE
KOMIUIEKCHOTO MYJIbTUIUCIATIIMHAPHOTO COTIPOBOXICHMSI.

Onucanue cayyas

O nayuenme. TlalieHTKa IMTOAPOCTKOBOI'O BO3pacTa Ha-
omonaetcs B LlenTpe nerckoii ncuxonespojoruu @IrAY
«HMML 3moposws nereii» Mun3npaBa Poccun B cBsizu
C BPOXIEHHBIM MOPOKOM Pa3BUTHUSI T'OJOBHOIO MO3ra,
TSOKETBIMU TBUTATEIBHBIMA HapYIICHUSIMU U (hapMaKo-
pe3ucTeHTHOI anuiernicueit. CBeaeHUsT TMpeacTaBIeHbI
M0 JAHHBIM MEAVUILIMHCKOM TOKYMEHTAIIUH, CO CJIOB MaTe-
PHU ¥ TI0 pe3yJIbTaTaM IMHAMMYECKOTO HAOTIOMCHUS.

[Ipu m1aHOBBIX TOCHUTAIM3ALMSIX B OTACICHMUE TICHU-
XOHEBPOJIOTUY M HEMpOpeadMIINTAIINN XKaJIOObl BKITIOYA-
JI OTCYTCTBHE CAMOCTOSITCIIbHBIX IBUTATEIHHBIX HABBIKOB:
MalyeHTKa He cuaesa, He CTosiia, He MMeJla OTlopPhbl, FoJI0-
BY yAepXHUBaIa HEYBEPEHHO; TAKXKe OTMEUAIIICH ITOTIEPXM-
BaHUS IPY KOPMIJICHUH, OTCYTCTBUE SKCITPECCUBHOM peyH,
¢ oKkabHBIe TOHUYECKUE SMUJICIITUYECKIE TTPUCTYITBI, Xa-
OTUYHBIC IBIKEHUS PYK, CKIIOHHOCTH K 3aIiopaM.
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IlepuHaTanbHbBIli aHAMHE3 ObLT OTATOLIEH: OEpeMeH-
HOCTb TIpoTeKasa Ha ()oHe TMOBBIIICHUS apTepUaTbHOTO
nasienud B I Tpumectpe, yrpo3sl npepbiBanud B 111 Tpu-
MecTpe, aHeMUU, MaJIOBOJUsI, BAPUKO3HOU OO0JIE3HU HUXK-
HUX KOHEYHOCTeil y marepu W aeduIlMTa Macchl TUIONA.
Ponpl ObUIM CPOUYHBIMU, CAMOCTOSITEIbHBIMU; OLIEHKA
o mkane Apgar 9/10 6amioB. [Ipu HelipocoHorpaduu
B paHHEM HEOHATAJIbHOM TEPUO/JIE BbISIBJICHbI CYO3EH M -
MaJbHasl KMCTa cJieBa, aCUMMETPUST OOKOBBIX XKeJTyT0YKOB
Y pacuIMpeHue 3aJHUX POroB OOKOBBIX XETYI0UYKOB.

HeboT TapoKCU3MaJIbHBIX COCTOSIHUII OTMeuYeH
B BO3pacTe OKOJIO 2 MECSUEB: MOSBUIUCH BMU30bI 3a-
KMYPUBAHUSI, YaCTOTO MOPTaHUS TIPU TMPOOYXKIECHUH,
OIIHOKPATHOE 3aBeJeHKE TJ1a3 BIIPaBo, B JajbHeieM —
MHOTOKPATHO TTOBTOPSTIONINECS MUOKJIOHUY JINIIA U DT -
301l TOHUYECKOTIO HaMpPsIKEHUs] KOHEYHOCTel, Ooiee
BBhIpaxkeHHbIe cieBa. [Ipu KoMIbIOTepHOU ToMorpadumn
(KT) ronoBHOro Mo3ra, mpoBeIEHHO MO MECTY XKUTEb-
CTBa, BBISIBJICHA aHOMAJUs Pa3BUTHUS TOJOBHOTO MO3Ta;
MO3/1Hee MO NaHHBIM MarHUTHO-PE30HAHCHON TOMOTpa-
¢uu (MPT) ronoBHOro Mo3sra yCTaHOBJIEHbI HEMOJHAaS
JuccaHuedanus, aHuedanroaucIia3us U1 BEHTPUKYIO-
Meranusi. B paHHeM Bo3pacTe B HEBPOJIOTUYECKOM CTa-
Tyce OTMEYaJuCh MbIIIEYHAs] TUIIOTOHUS, HapylleHUe
KOHTPOJISI TOJIOBBI, OTCYTCTBUE HaBbIKA CAMOCTOSITETLHO-
ro cuneHus U GpapMakope3UCTEHTHbIE SMUIETITUYECKUE
MTapOKCU3MBI.
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[Mpu nepBuyHO# Tocnutanu3anuu B LleHTp B paHHeM
JETCKOM Bo3pacte mo naHHeiM MPT rosoBHOro Mo3sra
TOATBEPXAEH MOPOK PAa3BUTHSI TOJIOBHOTO MO3Ta: JIUC-
coHuedanus (reHepaliM30BaHHAsI arvupus-maxurupusi),
TUTIOTIJIa3Msl 4YepBS MO3XEUYKa, BEHTPUKYIOMETaius
(puc. 1). ITo mpaHHBIM BUOEO-3EKTpO3HILEDaTorpahumn
(Bunmeo-0D30I') 6oapcTBOBaHUS U CHA PETMCTPUPOBAIUCH
MHOXECTBEHHBIE MATTePHBI (POKATBHBIX SMUJIECTITUISCKIX
npuctyrnos. Ha ¢poHe MpoTuBOCY10pOKHO Tepanuu ume-
JIM MECTO YMEHBIIIEHUE YACTOThI TIPUCTYIIOB U BpeMEHHast
TOJIOXKUTENIbHASI TUHAMUKA B (DOPMUPOBAHUM TICUXOMO-
TOPHBIX HABBIKOB.

B mocnenyonive roapl y NallMEHTKHA COXPaHSUIOCh
TSIXKEIOe HapyllleHUe TICUXOMOTOPHOTO U PEeYeBOTO pas-
BUTHUS. DNMWIENTUYECKUE TPUCTYMBI PEUUIUBUPOBAIIH,
MPENMYIIEeCTBEHHO TIPU MPOOYXIeHNM 1 Ha (hoHE UHTEpP-
KYPPEHTHBIX COCTOSTHUI; TTO TaHHBIM BUeo-DDI B TuHa-
MWKE OTMEYaJIMCh BBICOKUI WHAEKC 3MUIeTTU(POPMHOM
AKTUBHOCTU W 3MWIENTUYECKUE TPUCTYIBI. Pemuccust
SMUIENTUYECKUX MPUCTYIIOB K MOMEHTY MOCJAEIHEro Ha-
OJIIOIeHYS] HE TOCTUTHYTA.

IIpy cexBeHUpPOBAaHUM MOJHOTO DK30Ma B TEHE
PAFAHIBI (platelet-activating factor acetylhydrolase 1B
subunit alpha) BbISIBJIEH BEpOSITHO IMAaTOTE€HHBI Bapu-
anT NM_000430.4:c.1145 _1146del, p.F382Cfs*46 B re-
TEPO3UTOTHOM COCTOSIHUM. B nmanbHeiiieM BapuaHT ObLI
BAJIMIMPOBAH y TMAllMEHTKA METOIOM CEKBEHUPOBaHUS
no Conrepy. IIpu obcnenoBaHuM MaTepu JaHHBIM Bapu-
aHT He BBISIBJICH.

K conyTcTByIOIIMM KJIMHMYECKU 3HAYMMBIM IPOOJIe-
MaM OTHOCUJIUCH TICEeBIOOYIbOAPHBIE MPOSIBICHUS C MO-
NMEépXUBaHUEM W TUIEpcaJMBalMeld, PUCK MMKpPOACITH-
pauuii, aeuIUT Macchl Tena, ractpos3odareanbHbIi
pedJoKc, opTomeauyeckue OCIOXHEeHUs (coxa valga,

CASE REPORT

MOJBBIBUX TOJIOBOK OEAPEHHBIX KOCTEW, AedopMauuu
CTOIT), XPOHUYECKUI TOJCTOKHUILIEYHBIA CTa3 U Hapylle-
HUS MOYEUCITYCKAHUS.

Qu3zukanvras duaenocmuka. B nuHamuke obiiee co-
CTOSIHUE TALIMEHTKU COOTBETCTBOBAJIO CPEAHElN CTENEeHU
TSIKECTH, MOJIOKEHUE OCTaBaJIOCh BBIHYXXIEHHbIM. Macca
TeJla CHUXKEHa, COCTOSIHUE MTUTAHUS TOHUKEHO, TTOIKOX-
Hasl XUpoBasl KJIeTYaTKa pa3BUTa He3HAuUTeabHO. Koxk-
Hbl€ MMOKPOBBI OJIEMHBIE, YUCTHIE OT CBIMU; CIU3UCTHIE
000JIOUKU YUCThie. B JErkux ApIXaHuE BE3UKYISIPHOE,
MPOBOJUTCS BO BCE OTAEJIbI, XPUIbl HE BBICIYIIIUBAIOTCS.
Toubl cepaiia putMuuHble. 2ZKUBOT MATKUIA, 6€300J1€3HEH-
HBII; CTYJ1 HEPETYJISIPHBINA C TpeobiagaHreM 3aropoB.

B HeBponoruueckom cratryce 0OIEeMO3roBas
U MEHUHTeaJbHas CUMITOMaTHUKa OTCyTcTByeT. KoH-
TakT (GOpMabHBII; SKCIPECCUBHASI peYb OTCYTCTBYET,
OTMEYAIOTCS PEAKUE BOKAIU3ALMN; UMIIPECCUBHYIO PEUb
MOHUMAaeT OTpaHUYEHHO. B3risa ¢ukcupyer KpaTtko-
BPEMEHHO, TPOCJEXUBAHNE HEMPOAOJIKUTEIBHOE; 3pe-
Hue npeamMeTHoe. OTMeYaloTCs pacxoasuieecs: aabTep-
HUpYIOlllee KOCorjia3ue, MasTHUKOOOPAa3HbIif HUCTATM,
TUTIOMUMUSI, TICEBAOOYIbOAPHBI CUHAPOM W TUIEP-
cajvBalusl.

MpblilIeYHbIE TOHYC B KOHEYHOCTSIX M3MEHEH MO IMU-
pamuaHoMy Tuny. CoxpaHsoTCs crudarebHO-TIPUBOIS-
1asi ycTaHOBKa pyK M O€mep, crubareibHasi yCTaHOBKa
KOJICHHBIX CyCTaBOB, 9KBUHOBapycHasl aedopMaliius CTOIl.
CyxoxXuabHble pedIeKChl C BEpXHUX KOHEUHOCTE!H BBICO-
KH€, CAMMETPUYHBIC; C HUXKHUX KOHEYHOCTEH BBI3bIBA-
J0TCS, HO OBICTPO MCTOLIAIOTCSI, CUMMETpUYHbIe. JIBura-
TeJIbHbIe HABbIKM I'Py0O OTpaHUYEHbBI: TOJIOBY YIEpPKUBAEeT
HEYBEPEHHO, CAMOCTOSITEJILHO HE CUIIUT, HE CTOUT, HE XO-
nut. bonesas u TeMnepatypHasi 4yBCTBUTEJIbHOCTh COXpa-
HeHbl. HaBbIKM ONIPSITHOCTH HE C(POPMUPOBAHBI.

Puc. 1. MarautHo-pe3oHaHCHasE ToMOTpadust TOJOBHOTO Mo3ra marueHTKu ¢ PAFAH 1BI1-accoumypoBaHHOW JMCCOHIIEDamnei:
OTMEYaeTCsl OTCYTCTBUE U3BWJIMH B TEMEHHO-3aTbUIOYHOI 06J1acTU MpaBoil U JieBoil remucdep, mosnoca ceporo BelIeCTBa, pacioo-
JXKE€HHas CyOKOPTUKAIbHO U OTAEJIEHHAS TOHKUM CJIOEM OeJI0ro BEeLIECTBA OT U3MEHEHHOW KOPbI, B MPOEKIIUU JOOHBIX U BUCOUHBIX
JIOJIENl COXPAHSIIOTCSl BU3yaTU3UpyeMble PeIKUe IUPOKUeE MJI0CKME U3BWIMHBIL, pa3eaéHHble HeOOJbIIMM KOJIMYECTBOM MEIKUX 60-
po31 (coueTaHue TEeMEHHO-3aThIJIOYHOM arupuy U IOOHO-BUCOYHOM MAXUTUPUH ), BEHTPUKYJIOMETAJTHUSI, TUTIOTLIA3MsT YePBS MO3XKeUKa.

Fig. 1. Brain magnetic resonance imaging of a patient with PAFAH IBI-associated lissencephaly. The image shows absence of gyri in
the parieto-occipital regions of both cerebral hemispheres. A subcortical band of gray matter is visible, separated from the abnormal
cortex by a thin layer of white matter. In the frontal and temporal lobes, broad, flat gyri are sparsely visualized, separated by few fine sulci
(a combination of parieto occipital agyria and frontotemporal pachygyria). Additional findings include ventriculomegaly and hypoplasia

of the cerebellar vermis.
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Ilpedeapumenvnbiii duaeno3. Ha ocHoBaHuU Xajo0,
AHAMHECTUYECKUX CBENEHMI, MTaHHBIX HEBPOJIOTMYECKO-
r0 OCMOTpA U paHEEe BBIIIOJHEHHOU HEMPOBU3yaIU3ALUU
MMArHO3 IMallMeHTKU chOopMyIMpoBaH Kak «JleTCcKuii 1ie-
peOpabHBIN MMapaynd, aTOHMYeCKN-acTaThudeckass (op-
Ma, YPOBEHb NBUTATEJbHBIX HapyIIEHUW IO IIKajaM
GMFCS V, MACS V, nceBaoOyib0apHbIii CUHAPOM,
KOTHUTHUBHBIN AedUIIUT Ha (oHEe BPOKAEHHOTO MOpPOKa
pa3BUTHS TOJIOBHOTO MO3Ta (JTMCCOHIIC(hATTAN )». DIUJICII-
cusl paclieHeHa Kak CTPYKTypHast MyJIbTudoKaibHast, dap-
MaKOpe3UCTEHTHasl.

ConyTCTBYIONIMMU KIMHUYECKN 3HAYUMBIMU COCTOSI-
HUSMHU SIBIISUTUCH OEJTKOBO-3HEpreTHIecKass HeooCTaToq-
HocTh Il cTemeHu, XpOHUYECKUI acTIMPAllMOHHBIN CUH-
JIpOM, HEpOreHHbIE HapyllIeHUsT (PYHKIIMU Ta30BbIX Opra-
HOB TSDKEJIOTO TeUSHUsI, XPOHNUYECKUI TOJICTOKMIIICUHBIN
CTa3, XpOHWMYECKUI LIMCTUT, XpPOHNIECKAasT 00JIe3Hb ITOUYEK
I ctanuu, MoaBLIBUX TOJOBOK O€ApPEHHBIX KOCTell cieBa
U coxa valga (M\3MEHEeHUe yrja Mexay ILIeiKoil u nuabu-
30M OeIpeHHOI KOCTH) C IBYX CTOPOH.

Jleuenue. TlaiueHTKe MMPOBOAMIIOCH KOMITJICKCHOE JIa-
OopaTopHO-UHCTpYMEeHTaIbHOE oOcienoBaHue. 1o maH-
HbIM BUIe0-DDI MOHUTOPUHIA COXPAHSIIMCh BhIpaXkKeHHAS
JIE30praHu3alusd KOPKOBOU PUTMUKU, BBICOKUIA MHAEKC
MYJIBTUPETHOHATBHON AMIIENTU(OPMHON aKTUBHOCTHU
U snwiIenTUIeckue Mnpuctymnsl. [Ipu mocieqHeM umccie-
JIOBaAaHUM, BBITIOJJHEHHOM B Bo3pacTte 14 jieT, oTMevyaauch
natrepHbl BIRDs u yBennueHue 4ucna 3aperucTpupo-
BaHHBIX IPUCTYIIOB IO CPABHEHMIO C TIPEABIIYIIINM MO-
HutopuHroMm. Ilpu rocrnuranu3zanuu B aBrycre 2023 rona
B Bo3pacte 12 et peHTreHorpadusi Ta300epeHHbIX CyCTa-
BOB BBITIOJIHEHA [JIS1 UCKJTIOYEHMST BTOPUIHBIX OPTOTIEAM -
YECKMX OCJIOKHEHUI Ha (DOHE M3MEHEHHOTO MBIIIIEYHOTO
TOHYCA: BBISIBJIIEHBI coXa valga ¢ IBYX CTOPOH, TTOABBIBUX
TOJIOBKM JIEBOTO Oe/ipa M MEeleHTpalrsl TOJJOBKU TTPaBOTo
Oenpa B Ipejeiax BEPTIY>KHOM BITaaIUHBI.

B 14-netnHem Bospacrte (05.08.2025) mposeneHa 110-
BTOpHAsI peHTTeHOorpadust Ta300eIPECHHBIX CYCTaBOB: CO-
XpaHSIMUCh PEHTIEHOJOTMYECKNE TPU3HAKK ITHUCIUIa3uu
Ta300€eIpEHHBIX CYCTaBOB, IMTOABBIBUX FOJJOBOK OEIPEHHBIX
KOCTel, 0ojiee BBIPaXXCHHBIU ClIeBa, W coxa valga ¢ OBYX
cropoH. [NanmeHTKe peKOMEHIOBAaHO HAOIIONCHIE OPTO-
rnmega ¥ peHTIeHOJOTUYECKU KOHTPOJIb Ta300eIPEHHBIX
CyCTaBOB 1 MO3BOHOYHMKA B TMHAMMKE.

B xonme mmHamuyeckoro HaOJIOIEeHUS TallMeHTKE He-
OIHOKPATHO TPOBOIMIIOCH KOMIUIEKCHOE COMAaTUUYECKOe
obcnenoBaHue. [1o maHHBIM 2JEKTPO- U IXOKApAMOIpa-
UM KIMHUYECKN 3HAYMMBbIX HapyIICeHUI cepaeyHO nesi-
TEJILHOCTH HE BBISIBIISIOCH: PETUCTPUPOBAJIICS CUHYCOBBIM
PHUTM, CUCTOJIMYeCcKast (PYHKIIUS JIEBOTO KeIyIouKa OCTa-
BaJlach Y/IOBJIETBOPUTEITHHOM.

IIpu obcienoBaHUM OPraHOB ABbIXaHUsS BBISIBJISLIUCH
BOCIIAJIUTEJIbHBIE/TIOCTBOCIIAJIUTEIFHBIE U OPOHXUTHYEC-
CKMe U3MEHEHHUS B IIPABOM JIETKOM, KOTOPBIE PacleHEHBI
KakK CcJeACTBUMe MMKpoacnupauuit Ha (oHe rnceBnoOyib-
O6apHoro cuHapoma. [To JaHHBIM racTPO3HTEPOJOTMYECKO-
ro o0cenoBaHUSI OTMEYAINCH IMPU3HAKY TacTpo33odare-
aJIbHOTO peduItoKca, TacTpOIyONeHUTa, HENOCTATOYHOCTHU

Kapanu, KOJIOCTa3a W BTOPUYHBIX M3MCHEHUI ITOIKEITy-
nouyHOM Xene3bl. [Ipu yIbTpa3ByKOBOM HCCIIEIOBAaHUU
MOYEBOI CUCTEMbI B IMHAMUKE UMEJIM MECTO paclliupeHue
JIOXaHKM CIpaBa U B3BeCh B MOUE€BOM Iy3bipe. B Ouoxu-
MMYECKUX aHaJIM3aX KPOBU TEPUOIUIECKH OTMEYATIOCh
TTOBBIIIEHUE MEYEHOYHBIX (DEPMEHTOB, B CBSI3U C YEM TIPO-
BOIUJIMCH KypChl TeNaToNpOTEeKTOPHOM Teparuu.

[IpoTuBOCYnOpOXHAsT Tepamusi B pa3HbIC IEPUOIbBI
BKJIIOUYaja peHobapOuTai, BaJbIPOEBYIO KUCIOTY, JieBe-
THpalleTaM, OKCKapOa3enmH U TiepaMITaHel; MpernapaThbl
MoaoUpaad U KOPPEKTUPOBAIU C YYETOM KIMHMYECKOU
KapTUHBI ¥ JaHHBIX BUAeo-DDI. HecMoTpst Ha mpoBoau-
MYIO TepaIuio, IMOJHOTO KYIMMPOBAHMS SIMIICTITUICCKIX
MapOKCU3MOB HE IOCTUTHYTO.

Hnsg KoppeKUuu ABUIaTeJbHbIX HapyLIEHUU MpoBO-
IWIN KYPChl BOCCTAHOBUTEJIBHOIO JICUCHUS: IIAIsIIas
KWHE3uTepanusi, (pU3noI0THIecKoe ITO3UIINOHNPOBa-
HUE, AbIXaTeJbHAasl TMMHACTUKA, CTUMYJISIIUS yaepxkKa-
HUS TOJIOBBI, OOyYyeHUe MaTepu JOMallHEeMy KOMILIEKCY
VIIpaXKHEHU, Maccax ¢ yU€TOM OrpaHUYEHUI U OOTYyJIN-
HoTepanus. Ha ¢doHe nedeHmMsT oTMedaiach yMepeHHas
MOJIOKUTETbHAST IUHAMUKA B BUIIE YBEIUYEHUsS O00BbEMaA
MAaCCUBHBIX IBUXXKEHUI B KOHEUHOCTsIX. Peabunuranu-
OHHBIE MEPOMNPUATUS PEKOMEHIOBAHBI K MPOIODKEHUIO
IO MECTY KUTEIbCTBA, BKITIOUAS JICUSOHYIO (PU3KYIBTYPY,
KWHe3uTepanuio, Gusnotepanuio 0e3 3JIeKTPOJICUeHMUS,
JIOMalIITHUE 3aHSTHSI B KOM(POPTHOM PEXKUME 1 TTIOBTOPHYIO
GOTYIMHOTEpAIUIO Yepe3 4—6 MecslieB.

B mmHamuKe malMeHTKa HaOMOmansach IUETOJIOTOM
1 TTpoWIBHBIMU CHEIUATUCTAMU B CBSI3M C HEIOCTa-
TOYHOCTBIO TUTAHMSI, MOMEPXUBAHUSIMU TIPU KOPMIIE-
HUM, racTpoa3odareanbHbIM PedIIOKCOM U CKIOHHOCTBIO
K 3aropaM. Ha pa3HbIx 3Tamax HaOII0ACHNS TIPOBOAMIACE
KOPPEKIUNST HYTPUTUBHON TOMICPKKU: PEKOMEHIOBAHBI
MPOTEPTHI/TOMOTEHHBII CTOJ, TOCTypaJibHasl Teparus
MpU KOPMJICHUHU, aHTUPEDIIIOKCHBIN pesKUM, UCIIOIb30Ba-
HHE CMeceit 71T SHTepaIbHOTO ITUTAHUSI, a TAKKe Teparyst
3aITOPOB MAaKPOTOJIOM.

C yuyéToM TSKENOI OEIKOBO-IHEPreTUYECKOUN He-
JMOCTaTOYHOCTH, TCEeBAOOYIbOapHOrO CUHApPOMA C Ha-
pylieHreM 0e30MmacHoOro IpuémMa IUIIU Yyepe3 poT, CO-
XPaHSIOIINXCS TIOMIEPXUBAHUI TTPU KOPMJICHUH, TaCTPO-
a30¢hareaqbHOro pediaokca U pucka MUKpoacnupanui
B Bo3pacTe 14 et peOEHKY MpoBeAcHa orepalus B 00bEMe
MOCTAaHOBKMU racTpoCTOMbI. B panpHeliieM namueHTKa
MIPOIOJIKaja I0JIydaTh HYTPUTUBHYIO TTOOACPKKY ITOM
HaOJIOJeHUEM JMETOJIora, TaCTPO3HTEPOJIOra U IPYTUX
NPOGMUIBHBIX CIICLIMATUCTOB. JJOMOTHUTEIBHO MTPOBOIM -
JINCh MeIUKAaMEHTO3Hasl Tepallus racTpol33odarearbHOro
pedoKca, KOppeKIIns 3alI0pOB U KypChl TeIaTONPOTEK -
TOPHOW Teparuu.

B cBsI3u ¢ TSKENBIMU HEMPOTeHHBIMU HAPYIIEHUSIMU
MOYEHUCITYCKAHUS M OTCYTCTBHEM 3(P(PEKTUBHBIX CaMO-
CTOSATENIbHBIX MUKIIUI YPOJIIOTOM peKOMEHIOBaHA TTIepHO-
JIYecKasi CTepuibHasi KaTeTepu3alus MOUYeBOTO Ty3bIpst
B JHEBHOE BpeMsl, obsi3aTeIbHasl KaTeTepu3alusl mepen
CHOM U TIOCJIe CHA, a TaKXe MajibHeiIee HaOIromIeHne
YPOJIOTOM.
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Hunamuxa u ucxodsi. TakuM o0Opa3oM, Ha MOMEHT
TocJeIHeTO HaOMIoAeHUS MalMeHTKa Iojydaia TOJIHOe
MYJIbTUAUCUMIIIMHAPHOE conpoBoxkaeHue. Ha ¢poHe pea-
OMIUTALIMA OTMEUEHO yMEpeHHOE YydlleHUe o0bEMa
TIAaCCUBHBIX ABIDKCHU, OMHAKO CAaMOCTOSITCTbHBIC TBUTA-
TeJIbHbIE HaBbIKK He cchopMmupoBaHbl. [1o Taz00eapeHHBIM
CyCTaBaM COXPaHSIIMCh MMCIIA3UsI, TOIBBIBUX T'OJOBOK
OcIpeHHBIX KOCTEH, OoJiee BBIpAKCHHBIN ClIeBa, W coxd
valga ¢ IByX CTOPOH.

C yuétom pjaHHbIXx MPT, KTMHMYECKOM KapTUHBI 3200-
JIeBaHUS U pe3yJIbTaTOB CEKBEHUPOBAHMS IOJHOTO 3K30-
Ma OKOHYATeJbHO JMarHo3 c(hopMyIMpOBaH CJETYIONINM
obpazoM: «PAFAHI1BI-accouuupoBaHHas JUCCIHIEdA-
TSI, TeTCKUIA 1iepeOpabHbIN TTapajnd, aTOHNIeCKI-acTa-
tnueckast ¢opma, GMFCS V, MACS V; nceBno0yabbap-
HBII CMHAPOM; KOTHUTUBHBIN neduuut. CTpykTypHas/
reHeTndecKasl (hoKaJIbHas SIWICTICUS C ITOJIUMOPMOHBIMU
npucTynaMu, dapmakope3ucTeHTHas. Tsokénas 6eIKoBO-
3HepreTuyYeckKasi HeOCTaTOYHOCTh. XPOHUYECKUI acrupa-
LIMOHHBINM cuHapoM. HeliporeHHble HapyleHUs (GYHKLIWN
Ta30BBIX OPTaHOB TSKEIOTO TEUCHUsI, HeamallTUPOBAaHHO-
apeIeKTOPHBIN CITMHAIBHBIM MOYEBOI ITy3bIph, XPOHIYE-
CKHUM TOJCTOKUILIECYHBINA CTa3, XpPOHUYECKUIA LIUCTUT, XPO-
HuJecKast 060se3Hb nmouek I cramuu. [TogBBRIBUX ToJIOBOK
OepeHHBIX KOCTEN CIEBa, coxa valga ¢ IBYX CTOPOH».

IIpoenos. C yu€ToM TSKENOTO ABUTATEILHOIO Ae(ULINTA
ypoBHst GMFCS V / MACS V, oTcyTCTBHSI CAaMOCTOSITEITb-
HOTO CUACHUS, CTOSTHUS I XOIbOBI, (DapMaKOPE3UCTCHTHOM
SMWJIETICUY C BBICOKMM MHIEKCOM ST TU(POPMHOIM aK-
TUBHOCTH, TICEBIOOYIL0aPHOIO CHHIPOMA C HapylIeHUEM
KOPMJICHHSI, MUKPOACITUPAIIHii, 0eTKOBO-3HEPTETUICCKOM
HEJIOCTAaTOYHOCTH, OPTOMEINISCKUX OCIOXHEHUI W Hell-
POTeHHOU NUCGhYHKIIMA MOYEBOIO ITy3bIpsI IIPOTHO3 B OT-
HOIIIEHUH CaMOCTOSITETbBHOM MOTOPHOM (DYHKIIMH U COLIM-
QTBHOI amanTaluy OCTa€TCsl HEOJArOMPUSTHBIM.

K oTHocuTenbHO OaronpuaTHbBIM (hbakKTopaM Ha MO-
MEHT BBIITMCKU OTHOCWJINCH CTAOMIBHOE COCTOSTHUE, CO-
XpaHHBIE HACOCHASI M CUCTOJIMYecKass (bYHKIIMU cepaia
110 JaHHBIM 3X0Kapauorpaduu, a TakKe YMEPEHHO T0JIO-
KUTeJIbHas AUHAMUKA Ha (poHe MPOBEAEHHON OOTYIMHO-
TepaInyy 1 Kypca BOCCTAHOBUTEILHOTO JICUCHUS.

Haubosee 3HauMMBIMM JJ15T TIPOTHO3a OCTAIOTCST Pery-
JIIpHOE HaOJII0eHEe HEBPOJIOTOM/IMICITOJIOTOM, TIeAM -
aTpPOM, OPTOIIEIOM, ITYJIbMOHOJIOTOM, TACTPOIHTEPOJIOTOM,
JIMETOJIOTOM, O(PTaTbEMOJIOTOM, SHIOKPUHOJIOTOM, YPOJIO-
roM/HedposoroM; KOHTpoJIb BUuaeo-O3I, 1abopaTopHbIX
ToKas3arejieii U yJabTPa3ByKOBOTO MCCJICIOBAHUS MOYEK/
MOYEBOTO ITy3bIpsi; TIPOAOIKEHNE aHTURTTMICTITUIECKON
Teparuy ¢ TUTpalueil Mo KiauMHudecko u DII-auHa-
MMKe; MpoduIakTuKa MUKpOacTIMpaluii 1 HyTPUTHUBHAS
TOIIepKKa; COOMIONCHNE PeXXMa TIepHOINIeCKOM KaTe-
TEpU3alNK; MMOBTOPHBIE KypChl peadWIMTAIIMU U TOA00D
TEXHUYECKUX CPEICTB peaduInUTALIUU C YUETOM TSIKEIOTO
JIBUTATEJILHOTO Me(pUITnTA.

O6cyxnenne

OCO0EHHOCTh JAaHHOTO KJIMHUYECKOro HaOJIIOACHUSI
3aKJIIOYAETCI B COYETAHUM TSIKEION MaiabdopMalun

CASE REPORT

KOPTUKAJIBHOTO PAa3BUTHUS C PAHHUM IeOIOTOM SIIUJICII-
TUYECKUX TIPUCTYIIOB, (hopMupoBaHUEeM (hapMakKope3u-
CTEHTHON MYJIbTU(OKAIbHON 3MUJIEIICUU, BbIpaK€HHbBIM
NBUTATCIBHBIM Ie(MUIIMTOM M MHOXECTBEHHBIMM COMa-
TUICCKUMU OCJIOXHCHUAMHU. [10 mDaHHBIM JIUTEpPaTypHI,
PAFAH 1BI-accouuupoBaHHasl JuccaHLedanuss MOXKeET
COIMPOBOXIATHCS TJIOXMM KOHTPOJEM TOJOBbI, Hapyllle-
HUSMU IMUTaHUS, 3PUTSIBHBIMU HAPYIIICHUSIMU, CTTIACTUY-
HOCTBIO M JIEKAaPCTBEHHO-PE3UCTCHTHBIMHU CYIOPOTaMU
[2, 4]. KnuHuyeckas KapTMHA MAallMEHTKU COOTBETCTBOBA-
JIa yKa3aHHOMY CITEKTPY U COIJIacOBbIBaIaCh C MOJIEKYJISIP-
HO-TeHeTUYeCKHU ToaTBepxne¢HHoi PAFAH 1BI-accomum-
POBaHHOW MPUPOION 3a00JIEBAaHUS.

JnutenbHass TMAarHOCTAYECKAs] TPAeKTOPUs MallMeH-
TKM TOKa3aja, YTO MPU BPOXAEHHBIX [TOPOKAaX Pa3BUTHS
TOJIOBHOTO MO3ra C TSKEJIOM amuiercueit u rpyooit 3a-
TIEePKKOM pa3BUTHS KIIMHIUYeCKast (DOPMYTUPOBKA TUATHO-
32 HE JOJDKHA OTPAaHUYMBATHCS TOJBKO CUHAPOMAIBHBIM
OINMCaHUEM JBUIaTeJbHbIX HapylleHuil. HelipoBusyanu-
3alysl, MOBTOpPHas oleHKa DDI-AuHAMUKU U MOJEKY-
JISIPHO-TEHETUYECKOE 00CIeI0BaHNe TTIO3BOIMIIN YTOUHUTD
3TUOJIOTUIO, TIPOTHO3 U 00BEM CEMEHOTIO KOHCYJIBTUPO-
BaHus. [1poBenéHHoe ceMeiiHoe o0cenoBaHe TO3BOJIM-
JIO TIOATBEPIUTD de novo XapakKTep BBISIBIEHHOTO BapraHTa
1 3aBEPIIUTH MOJICKYIISIPHO-TEHETUUIECKYIO BEPU(DPUKALIIIO
nuarHosa [3].

BaxxHoii yacTbio BeJieHUSI SIBJISIETCSl OLIEHKA He TOJIbKO
SMIUJIETITUYECKOrO CUHAPOMA, HO U OCTIOXKHEHUI TSKETO-
T0 HEeBPOJIOTMYECKOTO 3aboneBaHusd. Jucharus n Hapy-
LIEHUST KOPMJIEHUS Y IeTell ¢ 1iepeOpabHbIM MapaTunioM
U TSOKETBIMU IBUTATEIbHBIMU HapyIICHUSIMUA aCCOLIMM-
POBaHbI C PUCKOM MHUKpOACIUpalvii, HyTPUTUBHON He-
JIOCTAaTOYHOCTU U PEeCHUPATOPHBIX OCJIOXHEHUi [5—7].
YV nanneHTKN KITMHUTYECKN 3HAYMMBIMHI SIBJISTIOTCS TTOTIEP-
XMBaHUSI TTPU KOPMJICHUH, TUTIEpCaIMBAIIsl, PUCK MUKPO-
acnupauuii, AeUIIUT MaccChl TeJla, racTpod30(areaabHbIi
pedIIroKC 1 3amopsl, YTO 0OOCHOBAJIO YYACTHE B JICYCHUH
MAIMeHTKU ITHETOJIOTa, TaCTPOIHTEPOJIOTa, IMYJTbMOHOJIO-
ra, a Takxe BCceil peabMINTallMOHHONW KOMAaH/IbI.

CreneHb ABuUrareabHbIx HapyumieHuit GMFCS V /
MACS V otpaxkaer MaKCMMaJIbHYIO BBIPaXKEHHOCTb OT-
PaHUYEHUI CaMOCTOSITEIbHO MOOWIBHOCTU U PYYHOU
dynkunu [8, 9]. Leau peabunurtaliiy OpUeHTUPOBAHBI
MPEeUMYILECTBEHHO Ha MPO(UIAKTUKY BTOPUYHBIX OPTO-
MeINYEeCKUX OCIOXHEHUH, YIydIIeHWe MepeHOCUMOCTHU
MMO3UITMOHUPOBAHMSI, TIOAAepKaHNe 00bEMa ITaCCUBHBIX
NBUXKEHUI, 00yYeHME yXaKMBaIOUIEro Jinia 6e301macHo-
MY KOMIUIEKCY OOMAIlIHUX YIpaxKHEHUM, NbIxaTeJbHbIe
MNpaKTUKU, TOA00p TEXHUUYECKUX CPEACTB peaduIMTaluu
" MpoPUIaKTUKY TIposiekHeil. [IpuMeHeHe BOCCTaHOBH -
TEJLHOTO JIeYeHUsT 0OYCIOBIMBAET YMEPEHHOE yBEIUYE-
Hue 00bEMa MACCUBHBIX IBUXKEHUI, YTO pacCMaTpUBaeT-
¢S KaK KIIMHUYIECKU 3HAYMMBIN PE3YJIbTAT IJIST MAllUeHTKU
C TSDKEJTBIM OBUTATEIBHBIM Je(DUIIUTOM.

OTnenbHOr0 BHUMAaHUST TPeOYIOT HEMpPOTEHHbIE Hapy-
1eHusT QYHKIMU Ta30BbIX OPTaHOB. DMHU30IbI 3aAEPKKU
MOYM, HEOOXOOMMOCTh KaTeTepu3alluu, JaHHBIC yIbTpa-
3BYKOBOTO HCCJICIOBAaHUS MOYEBOI CHCTEMBI M 3aKJTIOUC-
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KJIUHUYECKUIA CNYYAN

HUE ypoJjora 06 oTCyTcTBUU 3(PGHEKTUBHBIX CAMOCTOSITE b~
HBIX MUKIIWI OTIPENETMIN HEOOXOIUMOCTh peXXrMa Tepro-
JIUYECKOM CTepMJIbHON KaTeTepu3allii U PEryJsspHOTo
HedPOypOJOrn4eCcKoro MOHUTOpUHTra. TakuMm oOpasom,
BeJeHME IMallMEHTKU TPeOyeT MOCTOSHHOW MYJbTUIMUC-
UTIIMHAPHON MOJIEIN COMPOBOXICHUS ¢ KOOPIMHAIINCH
HEBPOJIOTMYECKOTO, HYTPUTUBHOTO, PECITUPATOPHOTO, OpP-
TOIEIUYECKOIO U YPOJOTMYECKOTO HAIlPaBJICHMIA.

3ak/oueHue

IMpencraBieHHOEe KIMHUYECKOE HAOJIIONEHUE B JTH-
TeJbHOM KaTaMmHe3e nauueHTku ¢ PAFAHIBI-accouuu-
POBaHHOI TUCCcOHLEhATNEN TEeMOHCTPUPYET TKENIOE Te-
YyeHHe BPOXIEHHOTO IMOpPOKa Pa3BUTHUS TOJIOBHOTO MO3ra
C paHHUM OeO0TOM M (hapMaKOPE3UCTCHTHBIM TCUCHUEM
CTPYKTYPHOM MYJBTH(OKATBHON STMIICIICUN, BBIPaKEH-
HBIM JBUTaTeJbHbIM Aedunutom ypoBHss GMFCS V /
MACS V, niceBno0yiab0apHbBIM CUHIPOMOM, MUKPOACIIV-
paumsIMu, OCIKOBO-3HEPIeTUICCKON HETOCTATOYHOCTHIO
U HEMPOreHHOUN NUCHYHKIIME MOYEBOTO ITy3bIPS.

MosgexynsipHO-reHeTh4YecKas Bepudukalusi 1uarHosa
cTajia BO3MOXKHOI rociie npuMeHeHust NGS-meTonoB (next
generation sequencing) ¥ OCIEAYIONICH BaTUIAIINN BBISIB-
JICHHOTO BapHlaHTa METOIOM CEKBEHUpOBaHM 110 CaHTepy,
YTO MTOMYEPKUBAET 3HAUMMOCTb COBPEMEHHOTO CEKBEHHUPO-
BaHUs B paciiMdpoOBKe paHee HEYCTAHOBAECHHBIX MPUYMH
TSDKETBIX TIOPOKOB KOPBI TOJIOBHOTO MO3Ta.

OnucaHHBI ciIy9ail mTOKa3biBaeT HEOOXOIUMOCTh
KOMILJIEKCHOTO HaOJIIOMeHUsT NeTell ¢ JrccaHliedanmeit
HE TOJIBKO C MO3WULIMU KOHTPOJIS IIPUCTYIIOB, HO U C YIETOM
MUTaHUSI, pUCKAa MMKpOacHupaluil, OPTOMEAUISCKUX
OCJIOXKHEHUI, MOYEBBIICIUTEIbHON (DYHKIIUKM W peadu-
JIMTAIIMOHHOTO TMOTeHIINAIA.
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