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Pe3tome. B cTaTbe MpescTaBlIeHO OMUCAHNE KIIMHUYECKOTO HAOMOACHHUS peOeHKa ¢ 1e(UIIITOM
GM3-cuntazel B reHe ST3GALS B komMmayHA-reTepOo3UroTHOoM cocTossHuu. GM3-ranrinuosun
ABJIACTCA MPCANICCTBCHHUKOM KOMIIJICKCA CJIOKHBIX TaHITIMO3WA0B, HAPYHICHHE q)YHKIII/II/I
KOTOPBIX HPUBOAUT K KOMIIJICKCY HEBPOJIOTUICCKUX (Cy,HOpOl"I/I, HapYyHICHUC MBIIIICYHOI'O TOHYCA,
THIIEPKUHE3BI), TICHXMYECKUX (HapylIIeHHE ICUXOPEYEBOTO Pa3BHUTHS) M MOP(OPIOTHUECKUX
(Mukporedanus, auueBble aucMopdun) npossieHui. [IpeacTaBieHHbIe KIMHUYECKUE JTaHHbBIC
PaCiupAOT CICEKTP HM3BCCTHBIX TI'CHCTUYCCKUX BAPUAHTOB, aCCOUMUPOBAHHBIX C IIaHHOfI
IIaTOJIOTUEH.

Knwuesvie cnosa: ren ST3GALS, nepuuut GM3-cuHTa3bl, OETH, HApYIIEHHE MBIIICYHOTO
TOHYCA, HAPpYUICHUEC Pa3BUTUS, STTUIICTICHA.

Resume. This article describes a clinical observation of a child with compound heterozygous GM3
synthase deficiency in the ST3GAL5 gene. GM3 ganglioside is a precursor to a complex of
complex gangliosides, the dysfunction of which leads to a range of neurological (seizures,
impaired muscle tone, hyperkinesis), mental (impaired psychomotor development), and
morphological (microcephaly, facial dysmorphia) manifestations. The presented clinical data
expand the range of known genetic variants associated with this pathology.

Key words: ST3GALS5 gene, GM3 synthase deficiency, children, muscle tone disorder,
developmental disorder, epilepsy.

Beenenne. Jlepumur GM3-cuHTa3pl TPEACTaBISIET COOOM PEOKYI0 TEHETHYECKYIO
MATOJIOTHUIO, NEPENIAIOIIAIOCA ayTOCOMHO-PEIIECCUBHBIM ITYTEM U MaHU(ECTUPYIOLIYIO B paHHEM
JIeTCKOM Bo3pacte. [laHHOe cocTositHue BO3HUKAeT BcieacTBue marojorun reHa ST3GALS,
KOTOpBIA OTBedaeT 3a cuHTe3 pepmenta GM3-cuHTa3pl. CHH)KEHUE WM MOJHOE MpeKpalleHne
aKTUBHOCTH 3TOro ¢epMeHTa BeneT K Jepuuury ranraumosuna GM3 u ero npousBOIHBIX.
Pesynbratom sBisieTcss psA KIMHUYECKUX MPOSBIEHUH, KOTOpbIE BKIIIOYAIOT IOBBIIIEHHYIO
BO30YyIMMOCTh, TPYAHOCTH C KOpPMJIEHHMEM, HapyIIeHHE ICUXOMOTOPHOIO pPa3BUTHA,
(bapMaKkope3nCTEHTHBIE SMUIENTUYECKUE MPUCTYINBl. MOryT pa3BUBAThCSA HapyIIEHUs ClyXa U
3peHwsl, a TaKke MUKporedanus u 3aaepxKa pocta. Ha cerognsamauii 1eHb B Mupe umeercs 126
OINMCAHHBIX CIIy4aeB MallMEHTOB C JaHHOW MyTauuen [1].

Henb wuccaexosanus. IIpencraBurs penkuii KIMHWUYECKUH Cllydail IallMEHTa C
nepunutoM GM3-cuHTa3bl, OOYCIIOBICHHBIM BapUaHTaMH HYKJICOTHUIHBIX 3aMEeH B TEHE
ST3GALS B koMIayHI-T€TEPO3TUTOTHOM COCTOSTHUH.

Matepuanbl u mMeroabl. [IpoBeneHsl KIMHMYECKOE (POCT, BEC, OKPYKHOCTb T'OJIOBBI,
HEBPOJIOTUYECKUN CTaTyC), HEHPOBU3YaTU3AIMOHHOE (MarHUTHO-PE30HAHCHAs ToMorpadus
TOJIOBHOT'O MO3ra), Heiipoduznonoruueckoe (nekTposHuedanorpadus) uccienopanus. Pedenky
Takke ObUIO BBIMOJHEHO BBICOKOIIPOU3BOJIUTEIBHOE CEKBEHHPOBAHHWE B paMKax IOJHOTO
HK30MHOTO cekBeHHpoBaHus. Kiaccudukanus BBIABICHHBIX BapUaHTOB IPOBEJICHA B
COOTBETCTBUU C PEKOMEHNALUAMH AMEPUKAHCKOTO KOJIICIKAa MEIULIUHCKON TE€HETUKH U
renomuku (ACMG) [2].



JlnarnocTuka u JiedeHHe HACJIeACTBEHHBIX 3a001eBaHNii HePBHOIi cucTeMbl y aeTeii — 2025 : ¢6. MmaTepuaioB
IV Pecn. nayu.-npakrt. koH(}. ¢ Me:kaAyHap. yuacTuem, MuHCK, 4 1ekadps 2025 r.

Pe3yabTaTsl u 00cy:knenue. [Ipu poxxaennu Bec pedenka coctapmi 3280 T, poct — 54 cwMm,
OKPYHOCTB TOJIOBBI — 33 CM, UTO COOTBETCTBOBAJIO HOPMaJIbHBIM 3HaUeHUAM. OLleHKa 110 IIKaJIe
Amnrap cocraBuia 8/8 OamioB. PaHHMII HeOHATaIBHBIA IMMEPUOJA MPOTEKAT 0€3 OCI0KHEHHH,
BBINKCKA COCTOSUIACh Ha 5-¢ cyTku. C mepBOTo MecsIa )KU3HH y peOeHKa OTMEUaINCh HapYIICHUS
COMATHUYECKOT0 Pa3BUTHSI: OTKA3 OT €/Ibl, YaCThI€ CPHITMBAHUS U PBOTHI, HEYAOBIECTBOPUTEIbHBIN
Habop wmaccel Tena. MPT romoBHOro Mo3ra, 330()aroracTpoayof€HOCKONHS HE BbISIBHIN
MATOJIOTUH. AyIHOJIOTMYECKUN CKPUHUHT BBISIBUJI IBYCTOPOHHIOIO HEHPOCEHCOPHYIO TYTOYXOCTh
I cremenn. B Bo3pacte 12 MmecsieB mokazarenu (GU3MYECKOTO PA3BUTHUS CTAIU 3HAYUTEIHHO
OTCTaBaTh OT BO3PACTHOM HOPMBI: Macca Tena — 7015 T, poct — 69 cM, OKpyXHOCTH TroJioBbI — 40,7
cM (<3 nepuentuiieit). OTMevanack runoTpodusi, renaToMeraius, YepernHo-ITHLIEBbIe TUCMOPPHH
(KpymnHbI€ YIIHBbIE PAKOBUHBI, IIUPOKHE MEX3yOHBIE IPOMEXKYTKH, BbiIcOKOE He00). [Ipu ouenke
HEBPOJIOTUYECKOI0 CTaTyca OTMEYaach CHUKEHHE PEaKIMM Ha OKPY)KAIOIIHUX, OTCYTCTBOBAIU
ryjieHue u jener. PeOeHOK He MpOSABISAI MHTEpeca K UrpYIIKaM, OTMeuascs TMIOTOHMYECKUN
MBIILIEYHBI TOHYC, @ TaK)K€ CTaJd 3aMETHbl NATOJOTMYECKHE ABM)KEHHS: NPUYMOKHBAHUS,
bubpuiAun S3bIKa, U30BITOYHBIC ABMXKEHUS HANbLEB PYK. DIeKTposHIedanorpadhuyeckoe
UCCIIIOBAaHNE HE BBISIBHJIO STMICNTH(GOPMHON aKTUBHOCTU. B 3TOM Bo3pacTe OBLIO MPOBEACHO
MIOJIHO3K30MHOE CEKBEHHPOBAHUE, BBISBUBIIEE /IBA MATOr€HHbIX BapuaHTa B reHe ST3GALS B
KOMIIAyHJ-TE€TEPO3UTOTHOM COCTOSIHUM, YTO MOATBEPAMIIO HACIEICTBEHHO-00YCIOBICHHBIN
XapakTep UMEIOIINXCS HapylleHud. B nuHamuke, npu MOBTOPHOW rOocHUTAIW3alMU B 2,5 roja,
AHTPONOMETPUYECKHE MOKA3aTeNIH MPOJOHKAIM OCTaBaThCs HIKE HOPMBL. B HeBposoruueckom
cTaTyce CTajl JOMUHHUPOBATH IOBBIIIECHHBIH MBIIIEYHBI TOHYC, MOSIBUJIMCH OKYJIOMOTOpPHBIE
MPUCTYNBl U TEHEPAIN30BAHHBIE MHOKIOHHH, SMU30/bl ICUXOMOTOPHOTO BO30YXACHUS, U HA
200 ObLIa 3aperucTpupoBaHa anmIenTuopMHast AKTUBHOCTb. Haznauenue
MPOTUBOCYAOPOKHOM Tepanuu (mpenaparbl BaILIIPOCBONH KHUCIOTHI B BO3PACTHOM JO3MPOBKE)
NPUBEJIO K KYIMUPOBAHHUIO CYIOPOKHBIX MPHUCTYIIOB, © OCHOBHBIM IPOSIBICHHEM OOJIE3HU CTaI0
OTCTaBaHHE B MCHUXOPEYEBOM, MOTOPHOM M (PU3UYECKOM Pa3BUTHHU. B manbHeiiieM cocTosHue
pebeHKa MpoA0IIKaIo yXyALaThCs, B 3,5 rofa COXpaHsIuCh MUKpoliedanus, HU3KUI pocT U Bec
Ha ypOBHE O€JIKOBO-3HEPreTHUeCKol HelocTaTOYHOCTH 2-1 ctenenn. Ha D01 perucrpupoBanachk
BBICOKOAMIUIMTYAHAsT 3MNWIENTU(OPMHAs AaKTUBHOCTb, OJHAKO KIMHUYECKUX MPOSBICHUN
cyaopor He Obulo. B HEBpOJOrMUECKOM CTaTyce BBISBIEH BBIPAXEHHBIM CIACTHYECKUM
TeTpanape3, rpylas 3aaepKKa ICUXOPEUEBOTO pa3BUTHUS, OTCYTCTBHE II€JIEHAIIPABICHHBIX
JIBIDKEHUH, MUHUMAIIbHAS Peaklus Ha OKpyXarolux. B HacTosiee Bpems peGeHOK HaOmo1aeTcs
CHeUalIiCcTaMy MaJUTMATUBHOM CITYKOBI.

3akmrouenue. [IpeacraBieHHbIN KIIMHUYECKUH CITy4dai BJISETCS IEPBBIM TOKYMEHTAIBHO
3aukcupoBaHHbIM  onucaHueM  jgepunuta  GM3-cuHTa3Bl  BCIEACTBHE  KOMIIAyH[I-
reTepO3UroTHBIX MyTaluil y nanuenta Pecnyonuku benapyck. D10 pacmupsier reorpapudeckoe
IpeJCTaBlIeHUEe O 3a00JeBaHUM M TMOATBEPXKIAAET €ro PaclpOCTPAHEHHOCTb CpeIr pa3HBIX
THUYECKUX Trpynn. CBOEBpPEMEHHOE YCTAHOBIIEHHE MOJIEKYJSPHOTO JUarHo3a CHocoOCTBYeT
CBOEBPEMEHHOMY Ha3HaueHUIO0 3(PPEeKTUBHON MOAEpKUBAIOIICH Tepanuu, MPeJOCTABICHUIO
FEHETUYECKUX  KOHCYJAbTAalUMH  JUIsl  WIEHOB  CEMbH, IPEAOTBPAILIECHUIO  HEHYKHBIX
JTUArHOCTHUYECKUX MPOIEeyp U UCKIIOYEHHUIO aHAJIOTHYHBIX CIy4aeB B CEMbE B Oy IyILIEM.
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