@ OS

OCOBEHHOCTHU HEWPOXUPYPTMYECKOMN TAKTUKH
YV PEBEHKA C GM1-TAHIVIHO3HI030M 1 TUTIA
(KIMHUYECKMI CIYYAN)

JI.M. llyrapesa'?, O.B. [loremxkuna'?, B. /. [lerpoBa', A. 0. Anuoexkaaues’,
C.A. Cornuxos', E. 10. Kpiokos'?

'TocymapcTBeHHOE OFOKETHOE YUPEXKICHHE 3PaBOOXPAHEHUS «J[€TCKHMi TOPOICKOM MHOTOIPOMUITEHBII
KIIMHUYECKUH CIEMATN3UPOBAHHBIN IIEHTP BBICOKUX MEAULIIUHCKUAX TEXHOIOTHI,
Cankr-IletepOypr, Poccus, yn. ABanrapnnas, a. 14; 198205
2 denepanbHOE TOCYIapCTBEHHOE OIOKETHOE 00pa30BaTeIbHOE YUPEIKICHHE BBICIIET0 00pa30BaHMs
«CeBepo-3anaHblii TOCYIapCTBEHHBIN MeAUIMHCKUHN yHUBepcuTeT uM.M.1. MeunukoBa» MuHmncTepcTBa
3npaBooxpanenus Poccutickoit @eaepanuu, kadeapa 1eTCKOW HEBPOIATOIOTHH M HEHPOXUPYPTHUH,
Cankr-llerepOypr, Poccus, yin. Kupounas, n.41

JI.M. Illyrapesa c coaBT. ToMm XV, Nel, 2023

DOI 10.56618/2071-2693 2023 _15_1_139

PE3IOME.

I'aHIIM031103b1 — reTeporeHHasi rpyNnna reHeTH4YecKH JeTepMHHHPOBAHHBIX 3200/1eBaHUIi 00MEeHAa BeleCTB B pe3y.ib-
TaTe BPO:XKIEHHOI HeJ0CTATOYHOCTH (pepMeHTa 0eTa-ranaKTO3HAa3bl, YTO NMPUBOAUT K HAKOILIEHMIO B KJIETKaX M TKa-
HaAX GM1-ranriauo3uaa u ero MeraoauToB. Yem MeHbIle aKTHBHOCTH (pepMeHTa, TeM (oJiee TS:Ke10€e TeyeHHue u 1e0I0T
GMI1-ranriuosugosa (GM1-I'3). B 3aBucuMocTH 0T BO3pacTa Ha4aJjia, BbIIEJIAIOT TPH KJIUHUYecKHe (OpMBbI 3200/1eBaHHSA.
Hawu6onee yacro Berpeyaercss GM1-I'3 1 tuna — 3a6oieBanue MaHupecTHPYeT B nepBbie 6 MecseB ;KH3HU, HMeeT Mpo-
rpeiNeHTHOe TeyeHHe W HeGIaronpusATHBI MPorHo3. OCHOBHbIe KJIUHHYECKHE NMPOSIBJIeHUs 3a00JeBaHHs — JIHIEeBbIe
U CKeJIeTHbIe aHOMAJINH, Au(dy3Hasi MbIIIeYHAS THIOTOHHUS, TeNaTOCIIeHOMerajiusi, BUIIHEBO-KPACHOE ISITHO MAaKYJIbI
(CMMNTOM «BHIIHEBOH KOCTOUKH» HA IVIA3HOM /IHe), BbIPAKeHHAs 3a/1ep:KKa ICMXOMOTOPHOIo pa3BuTus. B crarbe npuso-
AUTCS ONMHCAHME MAIHEHTA ¢ TsuKeabIM TedeHneM GM1-I'3 1 Tuna, ¢ THNHYHBIMU KIMHHYEeCKAMHU MPOSIBJICHHSIMH, BKJIIO-
Yyaouue KPAHHOCHHOCTO3 H rujpouedainio.

KJIOYEBBIE CJIOBA: GM1-ranrimmo3nao3 1 tuna, iud¢y3Has MpleyHasi THNOTOHUS, KPAHHOCHHOCTO3, THIPO-
uedanaus.
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ABSTRACT.

Gangliosidoses are a heterogeneous group of genetically determined metabolic diseases resulting from the insufficiency
of the beta-galactosidase enzyme, which leads to the accumulation of GM1-ganglioside and its metabolites in cells. The
more the enzyme activity is reduced, the more severe the course and early onset of GM1 gangliosidosis. Depending on
the age of the debut, there are three clinical forms of the disease. The most common is GM1-gangliosidosis type 1 — the
disease manifests in the first 6 months of life, has a progressive course and an unfavorable prognosis. The main clinical
manifestations of the disease are facial and skeletal anomalies, diffuse muscular hypotension, hepatosplenomegaly, cherry-
red macular spot (a symptom of a “cherry stone” on the fundus), pronounced delay in psychomotor development. The article
describes a patient with severe GM1-gangliosidosis type 1, with typical clinical manifestations, including craniosynostosis
and hydrocephalus.
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Beeaenue.

l'anrnuo3mao3bsl — TeTeporeHHas Trpylna TeHe-
THYECKH JIETEPMUHHPOBAHHBIX 3a00ieBaHUi OOMEHa
BEIIECTB M3 I'PYIIBI JIM30COMHBIX O0Je3Hel Hakore-
Hus [1]. YacroTa maHHOTO 3a00JIeBaHUs COCTABISIET 1
Ha 100000-300000 HOBOpOXAeHHBIX [2]. 3aboeBanme
obOycmoBieno Mytamusimu B reHe GLB 1, xommpyro-
mero Oera-TamakTo3uaasy-1, 9To MPUBOIWT K ee He-
JIOCTATOYHOCTH M HAKOIUICHUIO B KJIETKaX M TKaHAX
GM1-raHrnmo3uga U ero MeTaboIUTOB, BBI3LIBAIOIIUX
HapymeHne QyHKnun u rubens xietok [1, 3, 4]. Uem
OombIlle CHIDKEHA aKTHBHOCTH (pepMEHTa, TeM Oojee
TAXKENoe TedeHwe W paHHee Hadano GMI1-I'3. Tpa-
JTUIIMOHHO 3a00JeBaHne KIacCH(UIUPYIOT KakK THI
1 (uadanTrneHb/ocTpEI) (OMIM 230500), Tun 2
(roBemmbHBIH/IOKOCTpEIil) (OMIM 230600) u Tun 3
(B3pocunerit/xpornueckuii) (OMIM 230650). Henasuo
BTOPOH THI OBUI pasziesieH Ha MO3IHIO HH(MAHTHIIb-
HYI0 ¥ IOBCHWJIbHYIO (OpPMBI B 3aBUCUMOCTH OT BO3-
pacta Hayaia ¥ CKOPOCTH IpOrpeccupoBaHus 3aboie-
BaHug [4, 5]. Myranus B rene GLB 1 sBusercs npu-
YHHOW pa3BUTHs He Tonbko GM1-I'3, HO U Mykonomnu-
caxapugo3a tuna IVB (MPS IVB unn 6onesus Mop-
kuo B). Ilostomy s 3Tux 3ab0eBaHUil XapaKTePHBI
OJTHOTHUITHBIE CKEJETHhIC aHOMAJIMU: MHOXKECTBEHHBII
JIN30CTO3, KOPOTKAs 11esi, KU(POCKOIN03, JTUIIEBOH auC-
Mopdusm, ruaponedanus [4].

Pananmu cumnromamu GMI1-I'3 wacto saBusttoTcs
JIOKAJIbHBIE WM Te€HEePAIH30BaHHBIC OTEKH, MBIIIEUHAS
TUIIOTOHUS, BSJIOE COCaHWE, HU3KHE BECOBEIE MPHUOaB-
ku, raneprutasus neceH [3, 6]. Ilpu MPT romoBHOTO
MO3Ta BBISIBIIIOT IMATTEPH MaKpoIedalny 3a cUeT yBe-
TUYCeHHAS 00BeMa TONYIIapUil MO3Ta W Pa3MEepoB Ke-
JMYIOYKOBOU CUCTeMBI. [Ipn 3TOM, 00BEM MO30IUCTOTO
TeJa, XBOCTATOTO S/Ipa W CKOPITYTIBI B JMHAMHUKE YMEHb-
maroTcs. Taxke MPOUCXOANT PEeayKIHUsS oO0beMa KOpPEI
MoO3keuka. [loBbIlIeHNE BHYTPHUYEPEIHOTO aBICHHS
XapakTepHO Ui MiageHueckoi popmsr GM1-I'3 u co-
XpaHseTcs M0 Mepe MPOrpecCHpoBaHMs 3a00JIeBaHUS.
[To maHHBIM JHMTEPATYpPHI, IPU MO3THEH MIIaIEHYECKOH
¢dopme GM1-I'3 MOXKeT BBISIBIATHCS TUIOILIA3HS 3y00-
BUJHOTO OTPOCTKA, YTO HPUBOJAUT K HECTAOMIBHOCTH
B aTJIaHTO-aKCHUAJIbHOM COYJICHEHHH [6].

K Bozpacty 2-3 mecsaues npu GM1-I"3 npoucxoaur
orpy0seHHe YepT JIMLA, BBIABISETCS TeNarocIuieHoMe-
rajus, IIaxoBO-MOIIOHOYHBIE TPBIXKH, Ha IJIA3HOM JHE
— CHMITOM «BHUIIIHEBOI KOCTOUKHY, 33/IePKKa MCUXO-
MOTOpPHOTO pa3BUTHA. Ha BTOpPOM MOJIyroauu »U3HH
MIPOUCXO/IUT PErPECC HABBIKOB, MBILICYHAS] THITOTOHHS
CMEHsETCS CHACTHYEeCKUM Terpamape3oM. K KoHIry
MIEPBOTO TO/a KU3HH MPHUCOECTUHSIOTCS cynoporu. He-
3HAYUTENbHBIC CIOKHBIE MMapIialbHbIe MPUIAAKN UITH
a0CaHCHI MPOTPECCUPYIOT CO BPEMEHEM H CTAHOBSTCS
Oomnee gacTeIMH M TsKEeNBIME [7]. TIONHBIH KOHTPOIDH
HaJ DSIWICNTHYESCKUMH TPHUCTYIIAMH JTOCTUTAETCS
He Bceraa [7]. Jern morudaroT B mepBhIe TOIBI )KU3HU
OT CEepIACYHO-COCYIONCTHIX OCIOXKHEHUH WA ITHEBMO-
Huu [8]. 3aboneBaHMe MONTBEPKIACTCA C TOMOIIBIO
SH3UMOJUATHOCTUKA — OMIPEOCIISAI0T AaKTHBHOCTH

6era-D-ranakro3uaassl B JIEHKOLUTaX KPOBH WK (u-
OpoOmacrax KoXH (aKTUBHOCTH CHIDKaeTcs). Moneky-
JSIPHO-TEHETHYECKOoe 00CciIeI0BaHNe TOATBEPKAAET 3a-
OoseBaHUE W BKIIOYAET MOMCK MyTanuii B reHe GLB 1
[9, 10].

Kannuveckuii caydaii

Manpuuk I'. M.

W3 aHamHe3a JKHM3HM U3BECTHO, 4YTO peOCHOK
oT 2 OepeMEeHHOCTH, MPOTEKaBIIeH Ha (OHE TSHKENoit
MPE3KJIAMIICHH, apTepPHaTbHON THUIIEPTEH3UH, XPOHH-
4yeckod (heTommaneHTapHO HEeIOCTaTOYHOCTH, recTa-
IIUOHHOTO caxapHoro nauabera, kombmuta. Pomsr I,
MpeXIeBPEMEHHbIE, Ha 29 Henene, MyTeM SKCTPEHHOM
oTIepanny KecapeBa Ce4eHHsI, C OICHKOM Mo mKane Am-
rap 5/6/7 GamnoB. lnuHa Tena mpu pokaeHuH 42 cM,
Macca tena npu poxaeHuu 1700 1, OKpyKHOCTB TOIOBEI
30 cM, okpyxHOCTH Tpynu 27 cM. C pOXACHUS COCTO-
STHUE TSDKEJIOE 3a CUeT ABIXaTelIbHOH HEI0CTaTOYHOCTH
3 cTemeHu, HEBPOIOTUIECKOH CHMITOMATHKH (MBILICY-
Has rTunoToHwus, apeduexcus, aguaamus). UBJI ¢ pox-
neHus. B nepBble cyTku xu3HM nepeseaeH B OPUT.
Ha 10 cyTku nepeBezieH B OTIeNICHHE NAaTOJIOTHH HOBO-
poxaeHHbIX. Boinucan Ha 30 cyTku ¢ auarnoszom «Pan-
HUW HEOHATAJbHBIN CETICUCH.

B Bo3pacrte 2 MecsieB peOSHOK HamlpaBieH Ha CTa-
LUOHAPHOE JIEYEHUE MO MOBOJY aHEMUHU — CHUXKEHUE
remoriiobuna ;1o 60 r/n. B oTneneHun 0CMOTpEH TreHe-
TUKOM: YYMTBIBasl BaKyOJIM3aIHIO JIUMQOLHUTOB HEJb3s
UCKJIIOYUTH 0OJIe3Hb HAaKOIUICHHSI Ha dTarle OTCYyTCTBHSA
(eHoTUIIMYECKUX TIPOsiBIICHNH. B Bo3pacte 3—6 mecsieB
MOSABUJIACH TACTO3HOCTh CTOM U BEK, IPOrPeCCHpYIOIast
BOJITHKA 000sI0ueK Andek. /laHHbIe cyXoro msATHa Ha ak-
TUBHOCTB (pepmentoB npu JIBH (Mykomosnucaxapumos
1 tuna, neiikomucrpodus Kpadoe, 6.Ilomme, 6. Dadpw,
Tome, 6. Humana-ITuka) B mpeaenax pedepeHCHBIX 3Ha-
geHuit. C 4 mecsues o gaHasiM Y3 opraHoB Oprori-
HOH TOJIOCTH IMarHOCTHpOBaHa crieHomeranus. C Bo3-
pacrta 6 MecsIIeB INarHOCTUPOBAH aCILUT.

C poxneHns peOCHOK Pa3BUBAJICS C BBIPAKEHHOU
3a/1epKKOl B IICUXOMOTOPHOM pa3BUTUHU: B 5,5 Mec.
HE TIEepPEeBOPAYMBAJICS, TOJNOBY JEpKaJl HEYyBEPEHHO.
MemieHHO copMupoBaIach MAKPOKPAHHsI C CHHOCTO-
30M CarMTTaJIBHOTO IIBA U JIAABEBUAHOMN nedopmareit
yepemna.

B cBs3u ¢ 3amepKkoi pa3BUTHS U (EHOTHIIOM pe-
ocnka, nposeneHa MPT ronosHoro mosra (7 mec.): MP
KapTUHA MEXIIONyIIapHOH acHMMETPUYHOW BEHTpH-
KyJOAWIATALUK, KOCTHas JedopMalus cBoja deperna
B CTPYKType YacTUYHOIO KPAaHMOCTEHO3a CaruTTallb-
HOTO ¥ IIPaBOT0 KOPOHAJIBHOTO IIBOB. ACUMMETpHYHAS
cMellaHHas rujapoledanus, TUnoIa3us MO30JIUCTOTO
tena (puc. 1).

K 9 mecsiniaM BBIIPSIMUTENBHBIE pEeakUK y peOeHKa
He c(hOpPMHUPOBAJIHCH: TOJOBY JIEPiKaJl KPAaTKOBPEMEHHO,
He MepeBopayuBaicsd, HE IOoJ3all, OMOPHl Ha HUXKHHE
KOHEYHOCTH HeT. [losiBUIIOCh OrpyOiieHue 4epT Juia:
THIIEPTENIOPU3M, HaBHCAIOIIMK J100, 3amaBiias mnepe-
HOCHIIA, YCHJIGHHE BEHO3HOTO PHCYHKa KOXXH T'OJIOBBI

(puc. 2).
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Pucynok 1 (A, B). l'aarinnosznnos I tun (uHpaHTUIBLHBII).
MP-u300paskeHns roJJI0BHOro Mo3ra majubuuka I'M. B Bo3pacre
7 mecsineB. A. T1 BU — carutranshblii cpe3 b. T1 BU —
¢poHTanbLHBII cpe3. [ledopManus cBOJa Yepena B CTPYKType
YaCTHYHOI0 KPAHHOCTEHO03a CATUTTAIBLHOIO U IPABOIr0
KOPOHAapHOro mBoB (1), runonazus Mo30JMcTOro TeJa (2),
MEKNOJTYHIAPHASI ACHMMETPHYHASI BEeHTPHKYIoqMisiTanust (3) —
NMOKA3aHO CTPEeJKAMH.

Figure 1 (A, B). Gangliosidosis type I (infantile). MRI images
of the brain of a boy G.M. at the age of 7 months.

A. T1 VI — sagittal section B. T1 VI — frontal section.
Deformation of the cranial vault in the structure of partial
craniostenosis of the sagittal and right coronal sutures (1),
hypoplasia of the corpus callosum (2), interhemispheric
asymmetric ventriculodilatation (3) — shown by arrows.

Pucynok 2. Maiabyuk I M. l'anrinosunos I tun (nH@anTHIbHLIN). BHelHuii Bua.

Figure 2. Boy G. M. Gangliosidosis type I (infantile). Appearance.

B 33T (9 mec.): ymepennbie auddy3Hbiec U3MEHCHUS
(hOHOBOTO PUTMA B BUJIC BCIIBIIIICK BHICOKOAMILIUTYIHOM
JACJIbTa AKTUBHOCTH C aKIICHTOM B 3aJJHHUX OTACJIaX WH-
nexcoMm 110 40 % s3ammcu. DnuaentudopMHas U Ipyrue
BU/IBI IIaTOJIOTUYECKOI aKTUBHOCTU HE 3apErHCTPUPOBa-
HbI. UKTambHBIX COOBITHI HE 3apEeTUCTPUPOBAHO.

B Bospacte 10,5 mec — dgepen ckadomedanrnaeckoit
thopmel. CoxpaHsieTcs: BRIPaXKeH BEHOZHBIN PHCYHOK KOXKH
TOJIOBBI, YCKOPEHHBIH TeMIT pocTa rooBsl (+4.0 3a 2 mec).
B HeBponornueckom craryce: B3I HA MpeaMeTax (puk-
CHpYyET, HO HE CIEIWT 3a HUMHM, HHOTAA NOMEPXHUBAETCA
mpu KopMIIeHHH. [10TouHEIH peduekc xuBor. duddys-
Hasg CHMMETpHUYHas MBIIIeYHast Terparuierns 3—4 Oama
(rpy0Oee B mpOKCHMalIbHON MYCKYJaType HIKHHX KOHEd-
HOCTel). AHTHIPaBUTAIIMOHHBIC BIKEHHUS B KOHEYHO-
CTAX HHU3KOH aMIUIMTYIbI, CHIDKCHHAs TOJEPaHTHOCTD
K ¢usmueckoit Harpyske. CXP D=S, xuBsle. bpromiable
pedaekcer D=S. C-m babuHckoro ¢ 2-x cropoH. OcMo-
TpeH HeHPOXUPYProM, Ha3HAYECHO JOOOCIIEI0BaHHUE: JIFOM-
OaybHast MyHKIMS 1107 CeAalieil — BBISBJICHO MOBBIIIE-
HHe BHyTpH4epenHoro nasiexus 10 300 M Boz. ct. PeGe-
HOK 00CY’K/IeH Ha KOHCHINYMe Helpoxupypros. [IpuHsTo
pellieHne UMIUTAaHTHPOBATh BEHTPUKYJIONIEPUTOHEAIBHBIN
LIYHT, a OT OIEPALMH 110 TIOBOAY ONEPATUBHOIO JICYCHUS
CHHOCTO3a KOCTEH ueperna — BO3/epiKaThCsl.

B Bozpacte 18 Mec. y manpunka 3aUKCHPOBaH pe-
rpecc MOTOPHBIX HaBBIKOB, CHIKECHUE (DYHKIINHU 3PEHHS
(mepectan cienuTh 3a MPEAMETaMH, pacXopslieecs
KOCOTJIa3We), OTYCTIMBOE OCIA0JICHHE CIIYXOBBIX pe-
aKOW{, HApOCIHH AuWcQarundecKkue paccTpoiicTa (Io-
népXUBaHUE KUIKOW THIICH, He XyeT). [IoTO4HBIH
peduexc coxpaneH. Ilporpeccupyer Bsnas TeTparuie-
TSI — MBILIEYHAS CHJIa CHIYKEHA B KOHEUHOCTSIX /10 2-X
6amnoB. CXP D=S, xussle. bpromnsie pediaexcsl BbI-
3piBaforcsl. C-M babunckoro ¢ 2-x cropoH. [losBumucsh
MHOKJIOHUYECKHE HPUCTYIBl C BOBJICYEHHEM MBILIIL
JMLA ¥ PYK.

93T (18 mec.): ymepennbie quddy3Hble N3MECHCHUS
(oHOBOrO puTMa. 3aperucTpUpoBaHa MYJILTHPETHO-
HaJIbHasl SNHUJIeNTH(GOPMHAS aKTHBHOCTH B BUZIE ME/IJICH-
HBIX KOMIUIEKCOB «ITHK-MEJUICHHAs! BOJHA) aMIUTUTY/I0H
10 500 MxB B 100HO-LIIEHTpaNIBHBIX, PeXe B TEMEHHO-
3aTblJIOYHbBIX U BHCOYHBIX OTACIaX O6OI/IX nonymapylf/i
uHnekcoM 25 %. WKTanbHBIX COOBITHI HE 3aperucTpu-
poBano. Koncynperanus odpranemonora (18 mec.): JI3H
CEepbIi, TPaHULIBl YETKHUE, COCYIBI YIOBIETBOPUTEIBLHOTO
nutanus. 3akmoueHue: OU — pacxopsieecs HeTmoCTo-
saaHoe kocornazue. Hucrtarm. YA3H? Y31 OBII u mouex
(18.06.2021 r.): mporpeccupyronue renarociieHoMera-
WA, ACIHT.
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Puc.3A

Puc. 3B

Puc. 3B

Pucynok 3 (A, b, B). MP-u300pa:keHust ro;10BHOro Mo3ra majpunka I.A. B Bozpacre 18 mecsiueB. lanrimosunos I tuna.

A. T2 BU — ¢ponTanshblii cpe3. b. FLAIR — ¢ponTanbhblii cpe3. B. T1 BU — carutranbHblii cpes.

AcumMeTpus 60JILLINX NOJYIIAPHIA MO3ra U CMellleHHe CPeAMHHBIX CTPYKTYP crpasa HaseBo 10 10 mMm (1). B npaBoii Bucouno-

TeMeHHOii 00/1aCTH BBISIBJISIIOTCS NMOCTONEPANMOHHBIE [VTHO03HbIe u3MeHeHus (2). UcToHuenHoe Mo3omcToe Teao (3).

Figure 3 (A, B, C). MRI images of the brain of a boy G.A. at the age of 18 months. Gangliosidosis type 1.

A. T2 VI — frontal section. B. FLAIR — frontal cut. B. T1 VI — sagittal section.

Asymmetry of the cerebral hemispheres and displacement of median structures from right to left up to 10 mm (1). In the right temporo-

parietal region, postoperative gliosis changes are detected (2). Thinned corpus callosum (3).

Ioeropuast MPT rosnosHoro mosra (18 mec.): cocro-
sHue crabuibHoe. Perpecc BeHTpukynomeranuu. Kpa-
HuouepeOpanpHas aucnponopuus (puc. 3A, 3b, 3B).
B Bozpacte 20 mecsleB CBS3M C BBIPRXKEHHBIM Hapac-
TaHUEM acIuTa ObUTO MPUHATO pEeIIeHHe O JUTUPOBAHUU
MEPUTOHEAIBHOTO KaTeTepa, ero yJaJleHHH U3 Opromi-
HOW TIOJIOCTH M MMIUIAHTALIMU NIEPUTOHEANbHOTO Kare-
Tepa JUINTENFHOTO CTOSHHUA C LENBI0 MEePUOTUYECKOrO
OTIOPOXKHEHHMSI acCIIMTUIECKOH xuakoctu. Ha done mpo-
BEJACHHBIX MAaHUIYSIUA OTMEYAaeTCs CTaOMIN3aIis
COCTOSIHUS pebeHKa, perpecc acuuTa, KOMICHCAUS TH-
nporedanun. B Bo3pacte 21 mecsia BeImicaH Ha aMOy-
nmaropHoe HabmoneHne. Yepes 2 Heenu mociIe BEIITACKA
HaOromaeTcst HapactaHue BeHTpukyiaomerannu mo HCT,
TOCTIUTATU3NPOBAH IS BEHTPHUKYJIOATPHAIBHOTO IITyH-
THpoBaHud. B Bo3pacte 22 MecsUeB JIUTMPOBAHHBIN
BIIIII nepeBeaeH B BEHTPUKYJIOATPUANBHBIM ILIYHT.
Ha sTtoMm ¢one cocTosHIe pedeHKa CTaOMIN3UPOBATIOCH.

OCyIIEeCTBICH MONCK BO3MOXKHOW METabOINIecKOn
STHOJIOTUH 3200JICBaHUS:

- TMC kpoBH (HEOTHOKpAaTHO) — B Mpe/ieax HOPMBI;

- AHaJIM3 MOYM Ha OPraHNYECKUe KUCIOTHI (HEOJHO-
KpaTHO) — B IpeJiesiaX HOpMBbI;

- OpnHOMEpHBIH dIeKTpodope3 NIMKO3aMHUHOTIINKA-
HOB — B TIpejiesiax pe)epeHCHbBIX 3HaYCHHH;

- OunsumopuarHoctuka (Kpa66e, Tlomme, ®adpu,
lome, 6. Humana-ITuka, MIIC 1 Tum) — axTUBHOCTH
(epMEHTOB B mpezenax peepeHCHbIX 3Ha4YeHuil (IIpo-
BEJICHO JIBYXKPATHO).

[IpoBoaumu MoONIEKYISIpHOE KapHOTUIIUPOBAHHE —
46 XY;

- XpOMOCOMHBII MaKpOMAaTpPU4YHbII aHaIU3 — MHU-
KpoAeJIeMi U TyTUTMKAIlMK HE BBISBIICHO;

[Ipu wuccnemoBaHWKM KPOBH Ha TapreTHYIO ITaHENb
«BpoxaeHHbIe HApYIIEHNST 0OMEHa» MaTOTCHHBIX U Be-
POSITHO MAaTOT€HHBIX BAPUAHTOB T€HHBIX TOJIOMOK HE BBI-
siBIIeHO (B ToM duciie B rene GLB 1).

BMmecTe ¢ TeM, OCHOBBIBAsCh Ha KIMHHKO-JA0Opa-
TOPHBIX JIaHHBIX U MPOTPECCUPYIOIEM TEUCHUH 3a0ore-
BaHMS C MH(AHTHIBHBIM HavajaoM, ()eHOTHINYECKUMHU
MPU3HAKAMH JIN30COMHON OOJIE3HN HAKOIUIEHWS, MHO-
KJIIOHUYECKOW SIHJIeTICHel, TONCK MPUYHMHBI 3a00eBa-
HUSI OBIT MPOAOIKEH. MEeTOOM CEKBEHUPOBAHHS HOBO-
TO TOKOJICHUS OBUT TPOBENIEH JOTOIHUTEIBHBIN aHAIH3
Ha myTanuu reaa GLB 1. B pe3ynbrare BEISBICHB HE 3a-
pETHCTPHUPOBaHHBIE B 0a3e MAHHBIX 2 MyTalUH B T'€HE
GLB 1 B rerepo3urorHom coctositHuu (puc. 4)

Jlanee peGeHKy ompezeneHa aKTHBHOCTh (hepMeHTa
Oera-ranakro3unassl-1-56 Mu (Hopma 200 Mu). T.o. mo-
JIEKYJSIPHO MoATBepkaeH A-3: GM1 ranmuo3unos, uH-
¢banTHIBHAS PopMa.

Odbcy:xnenue

VY pebeHKa BBISBICHO PO PECCUPYIOLIEe TEUEHUE 3a-
OonieBaHMs, IPH KOTOPOM HEPBBIMA CHMITOMaMHU OBLIH
reMaToJorMyeckue HapylleHus (BaKyoidu3alus JHM-
(OLMTOB, TUINOXPOMHAsT aHEMHs), T'MIIONPOTEHHEMHUSL.
C Bo3pacta 3 MecsleB Pa3BHINCh BUCIEPOMETaNHS,
BsUlasl TETpaIuvlerusi, Iporpeccupyoomas ruaponeda-
nusi ¢ kpaanocunoctozoM. K 6 mecsmam: YA3H, nces-
J00YIIEOApHBII CHHAPOM, PErpecc MOTOPHBIX HAaBBIKOB,
SMUJICTITUYECKUE TPUCTYIBI, MAaTOJIOTHYECKUH MaTTepH
Ha D3I Jlanee — orpyOieHHe 4epT JikIla, IPOrpeccu-
pyromasi BUCLEPOMETaInsl C aCLUTOM, ICHXOMOTOPHBIN
perpecc, MNpOrpecCUpyIOMKA CYIOPOXKHBIH CHHIPOM
(MHOKIIOHYC-3TIMJICTICUS]), TUTIEPTEH3UBHAs THApoueda-
mia. B nuHamuKe KIMHUYECKH PEOCHOK MPOTPECCHBHO
yXyamancs; Ha (OoHEe MPOBOAMMON CHMIITOMAaTHIECKON
METabOIMYECKON TEepaluu U XUPYPrHYECKOTO JICIECHHS
(mvroranTanus BT — nurupoBaHue MepUTOHEATFHOTO
karerepa BIII ¢ ynanennem ero u3 OPIOIIHON MTOIOCTH
— BEHTPHKYJIOaTpHalIbHOE IIYHTUPOBAHKE) TOCTUIHYTA
OTHOCHTEINIbHAs cTabmim3anus pebenka. Ha ocHoBe kin-
HHKO-JIA00PaTOPHBIX JAHHBIX W TUIIOM TedeHHs 3aboire-
BaHMs, MOJIEKYJIIPHO NOATBEpkAeH nuarHo3 GM1 —T'3.
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METOAOM CEKBRHMDOBOHMA HOBOTC NOKOAEHUA NPOBEAEHDO MCCASAOCBOHWME KOAMDYCOLLMX
PErMOHOB reHOB, BXOASLLLMX B NCHEAL (DP 2, € NpUUEeAbHLIM QHOAMIOM reHa GLBI,

PE3YABTATHl MOAEKYAAPHO-TEHETUMECKOIO MCCAEAOBAHUA
B XOAC CEKBEHUPOBOHMA KAMHMNECKOrO 3x30MQA Y NRPOBCHAC OblAM BHABACHLI CACAYIOLLIME

HYKACOTUAHNEC BAPMANTLI
HeniseCcTHOro KAMHHHECKOro IHAYEHHA: )

NOAOXEHME -
FEH BAPHAHTA BLABAEHHbI BAPHAHT eHomn | akion | LSRR, |
(GRCh37/hg!9)] =3
NM_000404.4:
Chel: AIC 01T
OB | snsanearc | CN7ICIOLEOIZAG) | (erepomora) | 'Z <0.01% 57
Chea: NM_000404.4:
; C.438_4400eTCT wi/del @
cuel ({,:3)\‘23\73(8; [p.levidiced) (retepomrorg) s <01% 65x
13751033858

*HOCTOM QAL ALk NDUICLCHM NO BOIe The Gendome AQQreQoton DOoDAW [COpI0 20 133532 veroses),
** KOUMOCTEO MO IOINCHMAX MOCMTENMIE YO IO fEHOMO. COABDRCULN O MYTCLHO

PHCyHOK 4. Pe3yJIbTaTl>l MOJIEKYJISAPHO-T€HETUYECKOI'0 HCCJI€I0BAHUSA.

Figure 4. Results of the molecular genetic study.

BruiBoabI

1. Ins HacienCTBEHHBIX Ooie3Hel oOMeHa Xapak-
TEpHBI 00IIe KIMHHYECKHAE YEPTHI C BBIPAKECH-
HBIM TIOTAMOP(HU3MOM.

2. OCHOBHBIMH KIMHHYECKAM TpU3HAKAMH, O KO-
TOPBIM MO>KHO 3aIT0JI03PUTh HAIMYHE TaHTIHO3H-
no3a | Tuma sBISI0TCS perpecc MCUX0-MOTOPHOTO
passutus, nuddy3Has MBIIIICIHAS THTTOTOHUS, JIH-
LIEBbIC ¥ CKEJICTHBIC aHOMAJIMK U TUAponehans,
BUCIIEPOMET JIHSI.

3. TapreTHble TEHETHYECKHE MAHENN HCIOIb3YIOT
C y4YeTOM 3aperuCTPHpPOBAHHBIX B 0a3e JaHHBIX
MYTallMi, XapaKTepHBIX AJsl IPyINbl 3aboneBa-
Hull. OTpULIaTeIbHBIN Pe3yNbTaT NpU TECTUPOBaA-
HUM TAIMEHTa C MOMOIIBIO TAPTreTHBIX JTHArHO-
CTHUYECKUX TaHeJel He O3HayaeT IeHEeTHYeCKOH
MIaTOJIOTUH, a TpeOyeT J000CIeJ0BaHuSI.

4. Benenue OONBHBIX C PEIKAM HACICACTBCHHBIM
3aponeBanueM u3 rpynnsl JIBH TpeGyer onno-
BPEMEHHOTO YYacTHs CHEIMAJINCTOB Pa3THIHOTO
npoduis (HEBPOJIOT, HEUPOXHUPYPT, XUPYPT, Iie-
UaTp, ypoJor) ¢ AWHAMHYSCKUM HaOIIOICHIEM
3a OOJBHBIM M B3BEIICHHBIM OTHOIIEHHEM K CTpa-
TETHH JICUCHUS ¥ HHTEPIPUTAINN PE3yIbTaTOB.

Kongpnuxkm unmepecos. Asmopet 3asensiom oo omcymemeuu
rxongauxkma unmepecos. Conflict of interest. The author
declares no conflict of interest.

@unancuposanue. Hccredosanue nposedero be3
cnoncopckoii noooepacku. Financing. The study was
performed without external funding.

Cobniodenue npas nayueHmos u nPasul GuOIMUKU:

Bce nayuenmur noonucanu unghopmuposantoe coenacue

Ha yuacmue @ ucciedosanuu. Compliance with patient rights
and principles of bioethics. All patients gave written informed
consent to participate in the study.

ORCID asmopoe / ORCID of authors
Ulyeapesa Jlioomuna Muxaiinoena / Liudmila Schugareva
https://orcid.org/0000-0002-2447-3174

ITlomewrxuna Oxcana Bacunvesna / Oksana Poteshkina
https://orcid.org/0000-0001-9569-0793

Ilemposa Banepus [Juumpuesna / Valeria Petrova
https://orcid.org/0000-0002-6304-8074

Anubexrxaoues Anubexxaou FOcynosuu / Alibekkadiev Alibekkadi
https://orcid.org/0000-0001-9712-6539

Commnuxos Cemen Anexcanoposuy / Semen Sotnikov
https://orcid.org/0000-0002-97123935-3503

Kproxoe Eeeenuii FOpvesuu / Evgeny Krukov
https://orcid.org/0000-0002-2651-5064

JInteparypa/References:

1. André R A Marques, Paul Saftig. Lysosomal storage disorders —
challenges, concepts and avenues for therapy: beyond rare diseases.
Journal of cell science. 2019; 132 (2): jcs221739. https://doi:10.1242/
jcs.221739

2. Harvey S. Singer Inherited Metabolic Disorders with As-
sociated Movement Abnormalities. In Movement Disorders
in Childhood, Second Edition. 2016; 337-407. https://doi:
10.1016/B978-0-12-411573-6.00017-6

3. Ozdemir Kara D, Sahpaz A. Pathological findings of central nervous
system, two GM1 gangliosidosis autopsy cases. Turk J Pediatr. 2019;
61: 953-957. https://doi: 10.24953/turkjped.2019.06.020

4. Anna Caciotti, Scott C Garman, Yadilette Rivera-Colon, et al.
GM1 gangliosidosis and Morquio B disease: an update on genetic
alterations and clinical findings. Biochim Biophys Acta. 2011 Jul;
1812(7): 782-790. https://doi: 10.1016/j.bbadis.2011.03.018

5. Lawrence R, Van Vleet J. L. Characterization of glycan substrates
accumulating in GM1 Gangliosidosis. Mol GenetMetab Rep.
2019;21:1005-1024. https://doi: 10.1016/j.ymgmr.2019.100524

6. SuzukiY, Oshima A, Namba E. Beta-galactosidase deficiency (beta-
galactosidosis) GM1 gangliosidosis and Morquio B disease. In:
CR Scriver, AL Beauder, WS Sly. eds. The Metabolic and Molecular
Bases of Inherited Discase. 8th ed. New York: McGraw-Hill;

POCCHUNCKHAMN HEMPOXUPYPTUUYECKHUM KYPHAJ umenn npodeccopa A.JI. Ioaenosa

143



OB30OPBI JIMTEPATYPBI U KIIMHUYECK

2001:3775-3809 https://doi: 10.1036/ommbid. 182

Yu, Joe Yuezhou, Phillip L Pearl. Metabolic causes of epileptic
encephalopathy. Epilepsy research and treatment vol. 2013 (2013):
124934. https://doi:10.1155/2013/124934

Pampiglione G, Privett G, Harden A. Tay-Sachs disease:
Neurophysiological studies in 20 children. Dev Med Child Neurol.

1974;16(2):201-208. https://doi.org/10.1111/j.1469-8749.1974.

tb02743.x

Tom XV, Nel, 2023

9.

Kyprosa H.B., Bamakmansze H. /1., 3umuna E.I1. u gp. GM1-
raHrmo3n/03, TuM | B npakruke neguarpa. [leguarpus u gerckas
xupyprus. 2020;2(100):44-51. [Zhurkova NV, Vashakmadze ND,
Zimina EP, et al. GM 1-gangliosidosis, type 1 in pediatrician practice.
Pediatrics and pediatric surgery. 2020;2(100):44-51. (In Russ.)]

. Steenweg ME, Vanderver A, Blaser S, et al. Magnetic resonance

imaging pattern recognition in hypomyelinating disorders. Brain.
2010;133(10):2971-2982. https://doi.org/10.1093/brain/awq257

144

RUSSIAN NEUROSURGICAL JOURNAL named after professor A.L. Polenov



