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0O6ocHoBaHue. [aHmmno3ngo3 GM2 (6onesHb Tesi — CaKkca, BapuaHT B, Tn |) — opcpaHHoe 3ab6o1eBaHUe ¢ ayTOCOMHO-peLec-
CMBHBIM TUIMOM Hac/iefoBaHus. Pa3BuBaeTcsi B pe3ysibTate HaKoM/eHus raHrmo3nioB B TKaHSX M opraHax. BrnepBbie npes-
CTaBJ/IeHO OMUCaHWe KIIMHUYECKOro Cllydas raHrno3ungosa GM2 y nauueHTa, npoucxoaswero u3 OypsTcKoM HapoAHOCTH.
OnucaHue KAIMHUYECKoro ciyyas. [leBoyka, Bo3pact 1 rog 4 mec, poautenn — 6ypsTsl. [1pu noctynieHun B oTAeNeHue
HEBPOJIOrMK »asiobbl (CO C/I0B MaTepu) Ha OTCYTCTBUE ABMIKEHMI B KOHEYHOCTSIX, peBEHOK nepecTasl nepeBopaynBaThCs,
cTall BAJbIM, MEAJIEHHO €CT MPUKOPM. [1pn GUOXMMUYECKOM aHain3e KpoBU OBHapYyKeHO yBendeHne akTUBHOCTH acnap-
TataMUHoOTpaHcoepasbl B 6 pa3 OT BEpPXHEWN rpaHuLbl HOPMbl. AKTUBHOCTb GEePMEHTOB «o-rasiakto3naassbl, a-roKo3naassl,
B-D-rnoko3unaassl, COUHroMUeMHassbl, raiakrolepebposniassl U o-uaypoHuaassl B npeaenax pedepeHCHbIX 3HaqyeHm.
lpu cekBeHupoBaHuM no CeHrepy BbISBAEH HYKA€OTUAHbIN BapuaHT chrl5:72346680G>A (GRCh38) B romosuror-
HOM cocTosiHuM B reHe HEXA. YctaHoBneH anarHos: «faHmmosngo3 GM2, tvn |, uHgaHTuabHas Gopmar. 3akaoyeHue.
laHrmmosnpo3 GM2 aBnsdetcsi peakum 3abosieBaHueM, 0CO6EHHO B a3naTCKux rnonyasumsax. Kpome toro, raHmnosngos GM2
Hacsenyetcsi 10 ayTOCOMHO-peLecCUBHOMY TUIY, MPU 3TOM B ONMCaHHOM CeMbe POAMINCL ABa pebeHKa ¢ 9TuM 3abosieBa-
HueMm (y nepBoro pebeHka Hanume 3aboseBaHus Npeanoaaraaoch Ha OCHOBaHMM KIIMHUYECKUX NPU3HAKOB).

KnioyeBble cnoBa: raHmnno3ngo3 GM2, 6one3Hb Tesi — CaKca, opdaHHble 6071€3HH, ayTOCOMHO-PeLEeCCUBHbIN TUI Hac/e40BaHUs
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OBO0CHOBAHME KYMYNALUMW TaHINTMO3U0B (CUannUInpoBaHHbIe IMUKOCHUH-
lfaHrnnosngo3 GM2 (6onesHb Tes — Cakca) — ayTo- ronunuabl) B opraHax M TKaHsax. 3aboneBaHue Bbl3BaHO
COMHO-peLeccuBHoe 3aboneBaHne U3 rpynnbl JIM30COM- naTtosorMyeckum annenem reHa HEXA [1]. NocneaHwn Kap-

HblX 6O/SIe3HEeN HaKoMIeHus, BO3HUKalolee BCreacTBue TUPOBaH Ha ANMHHOM nnedve 15-i xpomocombl (15g23),
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GM2 Gangliosidosis (Tay-Sachs Disease), type |, Infantile Form:
Clinical Case

Background. GM2 gangliosidosis (Tay-Sachs disease, variant B, type I) is an orphan disease with autosomal recessive inheritance.
It develops due to gangliosides accumulation in tissues and organs. The description of clinical case of GM2 gangliosidosis in the
patient originating from the Buryat nationality has been presented for the first time. Clinical case description. Girl, 1 year 4 months
old, parents — Buryats. There were the following complaints at their admission to the neurology department: lack of movement in
the limbs, the child has stopped turning over, became lethargic, slowly ate supplemental feeding. Biochemical blood test has shown
increased aspartate aminotransferase activity by 6 times from normal upper limit. a-galactosidase, a-glucosidase, 3-D-glucosidase,
sphingomyelinase, galactocerebrosidase, and «-iduronidase activities were within the reference levels. Sanger sequencing has
revealed the nucleotide variant chr15:72346680G>A (GRCh38) in homozygous state in the HEXA gene. The diagnosis has been
established: “GM2 gangliosidosis, type I, infantile form”. Conclusion. GM2 gangliosidosis is a rare disease, especially among Asian
populations. Moreover, GM2 gangliosidosis is inherited in autosomal recessive way, thus, two children in the described family had the
disease (the first child was assumed to have the disease according to the clinical signs).
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E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

COCTOMUT U3 14 3K30HOB M KOoaMpyeT pepMeHT 6eTa-rekcosa-
MuHKnaasy A [1]. K HacToswemy BpeMeHU o6HapyXeHo 6onee
130 BapuaHTOB reHa, B 4YUCne KOTOPbIX Aeneuunn, 3amelle-
HWEe, U3MEHEeHWe WHCEePLMOHHOro cnnawcuHra, ayénupo-
BaHMEe W C/OXHble nepecTtpolku [1]. 3aboneBaHne Bnep-
Bble OMMcaHo 6pPUTAaHCKMM odTanbmonorom YoppeHom Teem
(aHrn. Warren Tay) B 1881 r. 1 aMEPUKAHCKUM HEBPOSIOTOM
BepHapaom Cakcom (aHrn. Bernard Sachs) B 1887 T.

l[aHrnno3npgo3s GM2 — peakoe 3abosieBaHue, pacnpo-
CTPaHEHHOCTb KOTOPOro coctaBiseT npumepHo 1 cnyyan
Ha 320 000 »xunBopoxaeHu (aaHHble ansa CLUA), Toraa Kak
4yactoTa HOCMTENbCTBA NaTo/IormMyeckoro annens reHa HEXA
coctaBnget npumepHo 1 Ha 250 [2]. Puck 3aboneBaHus
Bbllle Y eBpeeB-allKkeHas3W, cpefau KOoTopbix 3aboneBae-
MocTb cocTaBnsieT 1 cnydyam Ha 3500 HOBOPOMKAEHHbIX,
HOCMTENbCTBO rEHa OLEHMBAEeTCs C 4YacTOTOW MPMMEPHO
1 cnyqan Ha 29 YenoBeK 3TOM 3THMYECKOMW rpynnbl [3].
BbicoKkasi yacTtota raHrnmo3mgosa GM2 oTMedveHa TaKkKe
B 0OWMHax KamxyHoB (wTtaT JlyusmaHa, CLUA), amuwen
cTaporo nopsiaka (wtat lNeHcunbBaHug), dpaHKo-KaHaaLeB
(HeeBpeeB), NPOXKMBAIOLINX B OKPECTHOCTAX PEKU CBATOro
NaBpeHTusa (KaHapa) [4]. B ceMbsx a3MaTCKOro npoucxox-
[leHNS OMWCaHbl NULb €MHUYHble Ciy4yan 3aboneBaHus
M TONIbKO Y ogHoro pebeHka B cembe [4, 5]. Huxe npea-
CTaBNEHO OMnucaHue ciyyas raHrnnosnaosa GM2 B cembe
a3MaTCKOro NPOUCXOXKAEHUS.

KJAUHUYECKUA NPUMEP

O nauueHTe

[eBouyka, Bo3pacT 1 rog 4 mec. lNoctynuna B oTaeneHne
HEBPONIOrUKN C Kanobamu (Co CNOB MaTepu) Ha OTCYTCTBME
IBUXEHWUIN B KOHEYHOCTSX, PEOEHOK nepecTtan nepeBopayu-
BaTbCH, CTaN BAMbIM, Ha4an MEANEHHO €CTb NMPUKOPM.

AHamMHe3 60/1€3HU

Hanobbl NoABASNMCL B TedeHne 2 Hea Ao rocnutannsa-
LMK, Korga MaTb 3ameTuna, YTo Npu npueme nuim vyepes
OYyTbIIOYKY pebeHOK ObICTPO ycCTaeT, oTMeyvyaeTcs 0OWfb-
Hoe c/loHoTeYeHue, nonepxmBaHve. C 2-MecsiHHOro BO3-
pacta pebeHOK Habnopancs y HeBposora C¢ AWarHo3om
«MepuHaTanbHOe MopaxKeHue LeHTpanbHOM HEPBHOW CUCTe-
Mbl». B HEBPONOrMYeCcKOM cTaTyce OTMeYanoCb CHWMXKeHWe
MbILLEYHOW CUJIbl B BEPXHUX U HUMHUX KOHEYHOCTAX, cnaboe
yaepxunBaHue ronosbl. B Bo3pacte 3 mec 3aduKcMpoBaHa
n36bITOYHasA Macca Tena.

AHaMHe3 XU3HU

[eBoyKa oT 2-i 6epeMeHHOCTU (2-X poaoB), NPoTEKaB-
len Ha GoHe yrpo3bl NpepbiBaHKa Ha cpoke 7—8 Hej, € rop-
MOHa/IbHOW NoaAepKon. Poabl onepaTuBHbIE C MIAHOBbLIM
pogopaspelweHunem. Mpu poxaeHnn Mmacca Tena pebeHka —
3530 r, pnHa Tena — 53 cMm, oueHKa no wkane APGAR —
8/9 6annoB. HeoHaTanbHbIA CKPUHWHI NMPOBEAEH B CPOK,
naTonorun He BbIIB/IEHO.

CemelHbI aHaMHe3

Poantenn pebeHka — 6ypsThl. [lepBas 6epeMeHHOCTb
3aBepwmnnacb B 39 Hea pPOXKAEHUEM Malb4MKa C TAXEenomn
HEBPOOrMyecKkon natonornen. Macca tena npu poxaeHum
nepsoro pebeHka — 3400 r, ganHa Tena — 53 ¢cMm, OLUEH-
Ka no wkane APGAR — 8/9 6annoB. B Bo3pacte 10 mec
Yy Manb4MKa BbiiBeHaA 3ajepKa HEepPBHO-MCUXMYECKOrO
pa3BUTUA, BbICTaBNEH AMarHo3: «[leTckun uepebpasnbHbln

napanuy, aToHMYecKM-acTaTMyeckasas ¢opma C yMEepeHHOo
BblPaXK€HHbIMW CTAaTOKMHETUYECKUMMU HaPYLUEHUSAMU PYHK-
LMK KOHeYHocTeN. [py6as 3agepKKa HePBHO-MCUXUYECKOTO
pa3BuTUA. TpUxMas PECHUL, HUIKHEro BeKa NeBoro ra-
3a». [poBoannacb Tepanus HOOTPOMHbIMW Npenapatamu,
6e3 addeKkTa. B Bo3pacte 1 roga y ManbymKa 3aduk-
CMPOBAHO YBENIMYEHUE OKPYMXHOCTU FOMOBbI C PACXOXK-
[eHMeM KocTeW 4epena no wWBaM, NONEpxuBaHue npu
rnoTaHuM Xuakow nuiwm. OB6BHEKTUBHO PErMCTpUpoBanm
OMODY3HYIO MbILIEYHYIO TMMOTOHWIO, NMOBbILLEHNE CYXOXWb-
HbIX pedneKkcoB, MPUCTYMbl C TOHUYECKUM HaMpsKeHU-
€M MbllL, TyN10BMLLE, O04aroBYD CUMNTOMATUKY, XapakK-
TEPU30BaBLIYIOCS TOPU30HTANbHbIM KPYMHOPa3MallUCTbIM
HucTarmoM. [lceBhobynbb6apHble HapylweHus noaBas-
INCb MEePUOAMYECKM NpU TNoTaHUKU, pebeHOK He rnoTtan,
He )eBafl. AMoUMOHaNbHas MUMUKa U NOBOPOTbLI FONOBbI
B CTOPOHY 3BYKa NpuW ob6palleHHOW peyn He perncrpupo-
Banucb. Manb4ynKa Habnogan HeEBPOSOr C AMArHO30M:
«[porpeccupytollee aemuennHusnpylouee 3abosieBaHune
LleHTpanbHOW HEPBHOW CUCTEMbI HEYTOYHEHHOM 3TUONOTMH.
CMellaHHbIM TeTpanape3 C Bblpa)KEHHbIMW HapylleHWUs-
MU QYHKUMKM KOHeyHocTen. [lceBaobynbbapHbIM napanuny.
Anunencusa cumnToMaTU4eckas, reHepann3oBaHHas Qop-
Ma, TOHU4YEeCKMe npucTynbl 3—5 pa3d B CYTKU. BbiparkeHHas
3aepKKa MCUXOMOTOPHOro pa3BuTUS. BporkaeHHas aHo-
Manusa pasBMTUS TOJOBHOrO MO3ra: MOJUMUKPOrUPUSI».
MarHuTHo-pe3oHaHcHyto Tomorpaduto (MPT) He npoBoau-
nn. Npu 6GUOXMMUYECKOM aHann3de KpPOBW BbISBAEHO yBe-
NIMYeHne aKTUBHOCTU acnaptataMuHoTpaHcdepasbl 6onee
yem B 2,5 pasa. Mcxon 3aboneBaHua — cMepTb MaflbynKa
B BO3pacte 5 fieT, elle [0 POXAEHUA BTOpPOro pebeHKa.
MprynHa cMepTn HeM3BecCTHa.

dusukanbHaa gMarHocTUKa

Mpn nocTynneHWu AEBOYKM B OTAENEHWE HEBPOSOTUM
COCTOSIHME CpefHEN TAXKECTU 3a CYET HEeBPOSIOTMYECKOM
CUMMNTOMATUKKU, CYAOPOXKHOIO CMHAPOMA B BWAE TOHMYe-
CKOr0O Hanpsi*eHUs B KOHeYyHocTaX. [py rpoOMKOM peyun mnu
NMPUKOCHOBEHMU K MaLMUEHTy PErMCTPUPYIOTCHS MOHOTOHHbIN
nna4y, aMoLMOHaNbHOE pearnpoBaHue, yCWIMBAETCS TOHU-
4yeckoe HanpsikeHue. KoxHble MOKPOBbl CMyrble, BbICbI-
naHum He ¢uKeupyetca. OAKOKHO-XUPOoBaa KiaeTyaTKa
nnoTHas NpuY Nanbnawuu, pa3BuTa Ype3MepHo, pacnpeaene-
Ha paBHOMepHO. JInmdatnyeckme yanbl He NanbhupytoTcs.
B potornotke 6e3 BocnanuteNbHbIX UBMEHEHUI, CIN3UCTas
060n104Ka pPO30BOro LBeTa. [lbixaHWe 3aTpyAHEHO 3a cyeT
YCTaHOBJ/IEHHOIO Ha30racTpasbHOro 30HAa B JIEBOM HOCO-
BOM XOAy. 30HA YCTAHOB/EH MpKW NOCTYN/JEHUN B OTAENEHUE
B CBSA3M C nceBaobynbbapHbiMM HapyweHusmu. [pyaHas
KNeTKa unnuHapuyeckon Gopmebl. MepKYTOPHO SCHbLIN, Neroy-
HblM 3BYK. [pK aycKynbTauuu AblXaHWe MNyapuibHOE, Xpu-
nos He duKecupyetca. HactoTa AbiIxaTeNbHbIX ABUKEHUA —
24-28/MuH, SatO, — 95%. [paHuLbl cepila He 3MEHEHbI.
ToHbl cepaua sicHble, PUTMUYHbIE. HYacToTa cepaeyHblX CoKpa-
weHun — 124 ya./MuH. XKUMBOT copa3mMepHbli, MATKUNR,
[OCTyneH nanbnauun Bo Bcex otgenax. MNevyedHb — +1,5 cm
n3-noa Kpasi pebepHon ayrn, Kpan anactuyHbii. CeneseHKka
He nanbnupyetcsd. Y pebeHKa oTMevaeTcs 3ajeprKKa CTy-
na po 4-5 cyt, yto TpebyeT MPUMEHEHUS MUKPOKIU3M.
MoueuncnyckaHue cBo60aHOE, JoCTaTo4HOE. MoYa CoNnoMeH-
HO-XeNToro LBeTa.

Yepen okpyrnon ¢popMbl. OKPYKHOCTb ro/ioBbl — 48 ¢Mm,
VIl kopuaop — 90-i ueHtTUnb. Co3HaHWe sicHoe. PeaKuwus



Ha OCMOTP B BMAE HEAWUTENbHOIO 3PUTENIbHOIO Ccocpe-
[oToYeHUs. YepenHo-Mo3roBble HepBbl: 3payku S = D,
peakuus 3payvykoB KuBas. Huctarm He yctaHOBAEH. JIMLO
rMNOMMMKYHOE. [NoTaHWe HapylweHO 3a CYeT MPU3HaKoB
nceBfobynb6apHoro cuHgpoma. HocorybHble CKiagku
CUMMeETpUYHbIE. [leBHaLmm A3blka HEe OTMevaeTcs, Nlerkas
dnbpunnaumnsa B a3blKe. TOHYC MbllL, CHUXEH Anbdy3HO,
MbllweyHas cuna — 0—1 6ann. YyBCTBUTENbHOCTb COXpaHe-
Ha. AKTMBHbIE M MaCCUBHbIE ABMXEHWUS PE3KO OrpaHU4eHbI
3a CYET BbIPaXKEHHOW MMNOTOHMU. CyxOxuNnbHble pedneKchl
C PYK OTCYTCTBYIOT, C HOI CHUXeHbl, D = S. Matonornyeckun
pednekc babUHCKOro NONOXKUTENbHbIM C ABYX CTOPOH. [Mpu
TPaKUMOHHbIX Mpobax pebeHOK ro/ioBy He MNOATArMBAET,
He yaepxuBaeT. Onopa Ha HUKHUE KOHEYHOCTU OTCYTCTBYET,
CaMOCTOATENbHO He MpucaxunBaeTcs. He nepeBopaynBaeT-
c. MeHUHreanbHbIX 3HAKOB HET.

MpeaBapuTenbHblii AUarHo3

Ha ocHOBaHWW KIMHUYECKOW KapTUHbI YCTAHOBJ/IEH anar-
HO3: «GM2-raHrnmo3naos, Tmn |, nHpanHTunbHasa dopma. Tun
HacneaoBaHWs ayTOCOMHO-PELLECCUBHbIM».

AnHamMmuKa u ucxopbl

Mpu noctynneHnn (nepsble 3 4) BbIMOAHEH OBLLIEKINHU-
YeCKMM aHanna KpoBM, NoKasaTtenu B npeagenax pedepeHc-
HbIX 3Ha4YeHWN. BUOXMMMYECKWUI aHann3 KPOBWM B 3TU Ke
CPOKM MOKa3zan 6-KpaTHoe yBennyeHue aKTMBHOCTM acnap-
TaTamuHoTpaHcdhepasbl (195 Ea/n, Hopma 1-30 Ea/n).

B 1-e cyT ¢ MOMeHTa rocnutan1M3auuun NpoBeaeHo ynbT-
pa3ByKoBOe 06cne0BaHne, BbIBEHbI YBENUMYEHWE pa3me-
poB, ANDPY3HblIE UBMEHEHUS NAPEHXMMbI MEYEHU, PEaKTUB-
Hble U3MEHEHUS COCY[OB Me4vyeHu, cenedeHkn, auddysHble
U3MEHEeHUs MapeHXMMbl NOYEK.

B nepBble 3 gHA rocnutanv3aunun pebeHka ocMmaTpmsan
odpTanbMosor. 3akitoyeHune: «BpoxKaeHHbIM YaCcTUYHbIN TPK-
XMa3 HUMKHMX BEK 06OMX a3, NaToOrHOMOHWYHbLIA CUMNTOM
“BMLUHEBOM KOCTOYKMN” HE 3adPUKCUPOBaAH».

Ha 3-u cyT rocnutanusaumun BbIMOJIHEHA KOMMbOTEP-
Has ToMorpadus roloBHOr0O Mo3ra — Mnpu CTaHZapTHOM
MyNbTUCMMPaNbHOM CKaHMpoBaHuK (war — 0,5 MM, TONLWHK-
Ha — 0,5 MM) KocTHasa naTonoruu He onpegensercs. Kopa
1 6enoe BeLeCTBO rOIOBHOMO MO3ra pa3BuTbl MPaBU/bHO.
OyaroB NaTo/NOrM4YECKOM MNIOTHOCTM BELLECTBA FONOBHOMO
Mo3ra He BbiiBNeHo. CpeauHHble CTPYKTYpbl He cMmelle-
Hbl. I, IV »Kenygoykn He pacwwupeHbl, popma He ulme-
HeHa. BOKOBble enyao4yKM CUMMETPUYHbI, HE paclinpe-
Hbl. [TPM3HAKOB HapyLIEHWS IMKBOPOOTTOKA HEe BbISIB/IEHO.
CybapaxHonanbHoe MNPOCTPaHCTBO 6GOMbWKUX MNonywapun

YMEPEHHO paclIMPEHO Ha YpoBHE JIO6HbIX Aonen 4o 5 Mm.
KoHBeKcuTanbHble 60p03abl 60/1bLOIr0 MO3ra U MO3XKeYKa,
NOOGHbIX ponen yrnyéneHbl. [JonosHUTENbHbIX 06pa3oBa-
HUI B 0671aCTU MOCTOMOS3MXEYKOBLIX YII0OB HE BbISBNEHO.
OKOMOHOCOBbIE Ma3yxK U A4YEWKM COCLIEBUAHBIX OTPOCTKOB
BMCO4YHbIX KOCTEW pa3BUTbl NPaBU/IbHO, UX MHEBMATU3aL A
He HapylleHa. 3aKa4yeHune: «<YMepeHHble aTtpodU4ecKne
W3MEHEHUS NOOHbIX 10S1IEN».

Ha 4-e cyT rocnutanusauuu BbINOSHEHA 3/IEKTPOSHLE-
danorpadusa. 3aknoyeHne: «<bnoaneKTpmyeckas akTMBHOCTb
MO3ra COOTBETCTBYET BO3PacCTy, PErMOHANbHOM, MapOKCH3-
ManbHOM U 3NUNENTUYECKON aKTUBHOCTU HE BbISIB/IEHO.

Ha 10-e cyT rocnutanuM3dauuu pebeHKa B oTaeneHue
npoBefgeHa 3H3MMOAMArHOCTUKA NM30COMHbIX 6GONE3HEMN
HaKonneHus (nabopatopua MeauKo-reHeTUYEeCKOro Hayu-
HOro LeHTpa M. akagd. H.lN. boykoBa, MocKkBa). AKTUBHOCTb
depMeHTOB «-ranakro3ngasbl, o-rioKo3ngasbl, (-D-rnio-
Ko3naasbl, cOUHromuMenmHasbl, ranakrouepebposnaassl,
a-UaypoHMaasbl B npeaenax pedepeHCHbIX 3HaYeHus.
MckntoveHbl 6one3nn Pabpu, Momne, lowe, HumaHHa —
Muka, Tvn A n B, Kpa66e n mykononucaxapuaos, Tun |. Toraa
e MeTo[loM MNoNMmepasHoW LenHOW peakuun npoBefeHa
oLeHKa KonuyectBa Konui reHoB SMN1 n SMN ana BbiiB-
NIEHUA NPU3HAKOB CMWHaNbHOW Mbile4yHoN aTpodumn 5q,
NaToNOrMYECKUX UBMEHEHUI HE BbISIBNEHO.

Ha 14-e cyT rocnutanu3aumn ¢ uenbto anddepeHum-
anbHOW AMArHOCTUKM JIM30COMHbIX 6G0ne3Her HaKomnieHus
NpoBeAeHO NpsIMOe CeKBeHWpoBaHWe reHoma no CeHrepy,
BbISIBNIEH HYKNEOTUMAHbIN BapuaHT chrl5:72346680G>A
(GRCh38) B roMO3UIrOTHOM COCTOSIHUMKU B reHe HEXA. 3101
BapuWaHT paHee B NuTepaTtype He OnucaH.

Ha OCHOBaHWW AaHHbIX TEHETUMYECKOro MccnefoBaHus
C Y4eTOM pe3ynbTaToB KJIMHMYECKOro M NnabopaTopHOro
obcnefoBaHUs ycTaHoBNEH AnarHo3: «GM2-raHrnmo3nios,
™mn |, no3gHas uHdaHTUIbHaa ¢opma. Tun HacnegoBa-
HUS ayTOCOMHO-peLLeCCUBHbIM». PeBeHOK Mpu3HaH nain-
NMaATUBHBLIM MauUMEHTOM M BbiNUcaH noja HabnwoaeHue
ambynaTtopHOn cnyx6bl. [MpoBeaeHO KOHCYNbTUPOBaHUE
BPaYoOM-reHEeTUKOM, PEKOMEHA0BAHO reHeTuyecKkoe obene-
[loBaHWe poauTenen pebeHKa, OT KOTOPOro OHW Brnocnea-
CTBWW OTKa3aNucChb.

MporHo3 3a6oneBaHua
He6naronpusaTHbIN.

BpemeHHas wkKana
XpoHosiorus pas3BuTUS 3abo0sieBaHUSA MaLUMEHTKU, €ro
Knto4eBble COBbITUS M MPOrHO3 NPEACTaB/EHbI HA PUCYHKE.

PucyHoK. XpoHonorus passutus 3aboneBaHnsa nauneHTKU, KintoveBble COObITUS U NPOrHO3

Figure. Patient’s disease chronology, key events, and prognosis

CHUXeEHWE MbILLEYHON CUJbl B BEPXHUX
M HUXKHUX KOHEYHOCTSX, caboe yaepaHue
rofoBbl, U36bITOYHAsA Macca Tena

OTCyTCTBYET ABUKEHME B KOHEYHOCTSX,
BANOCTb, NMepectana nepesopavynBaTbCy,
MeaANeHHO eCT NPUKoOpPM

3 mec

7 mec

3ajiepKa MOTOPHOTO PasBUTUs, NepeBopaynBaeTca
Ha OIHY CTOPOHY, HE CaauTCa, He non3aeTt

OH3UMOAMarHoCcTuKa,
ceKkBeHnpoBaHue no CeHrepy

He6naronpuatHbIn
nporHo3
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E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

OBCYXAEHME

Bbigenstor 3 ocHoBHble dopMbl GM2-raHrnno3uaosa.
Hanbonee pacnpocTpaHeHHaad — paHHAaS WHGaHTU/b-
Hasi ¢opma, Tmn | [6, 7]. Mpn AMHamMyeckom Habnwoae-
HUM B nepBble 3—6 MEeC XKM3HWU PoaUTENM WAW Bpad npwu
0CMOTpe (OUKCUPYIOT TUMOTOHMIO, PaHHIO ABUraTeNbHYO
cnabocTb, HeyaeprKMBaHWE TOMI0BbI, rMnepaKky3uto (yBenu-
YyeHue peakuMlh Ha pe3Kue, rPOMKUe 3BYKMW). MauueHTbl
TepSIOT ABUraTeNbHble HaBbIKU, KOTOPbIE AOCTUTHYTbI paHee
(nonsaxue, cnaeHune) K 12 mec. Perncrpmpyercs CHUXKeHue
OCTPOTbl 3peHus, BMIOTb A0 €ro MNoTepwu, XOTa MnauueHThbl
MOTYT pas3nnyaTtb cBeTI0e U TeMHoe [4, 8]. lMauneHTbl KpanHe
peako AoxuBalT Ao 4-5 neT, yalle nornbatoT OT MHTEp-
KYPPEHTHbIX WMHbeKunn [7, 9). llo3gHAsi MHGaHTWIbHas
(toBeHuIbHas) popma GM2-raHrnnMo3nao3a onucaHa y geten
B Bo3pacTte oT 2 ao 10 net [4]. Ana gebtota aton GopMmbl
3a60neBaHnsa xapaKTepHbl HApPYLIEHWS MOXO4KMU, KOOpAMHA-
LMW OBUXKEHUH, NPoBNeMbl C peyblo U 3adepKKa pas3BUTUSA
[4], MOTOpPHbIN perpecc, aNM304bl NCUXUYECKUX HaPYLUEHWUNA,
YMCTBEHHasa oTctanocte [9]. MegnaHa BbIXKMBaemMocTu —
14,5 net [4, 9]. B3pocnas (xpoHudeckasi)) ¢popma GM2-
raHrnMo3nao3a SBAsSIeTCs caMon peakon dopmon 60/1e3HH,
[IMarHo3 4acTo ycTaHaBNIMBaETCs NPMMEpPHO B 8-NeTHEM BO3-
pacTe [4, 9]. Ha paHHuMX cTaguax y 60/blUMHCTBA NaLMEHTOB
pa3BMBaloTCs MOTOPHAs HEMPOHOMNATUSA, aTaKcKs, xopeoaTe-
TO3, HEBPOMNATUSA U NMCUXUYECKUE HapyLleHus [4, 9].

YHWKaNbHOCTb MNPEACTaBNEHHOr0 HaMW KIMHUYECKO-
ro ciyyasi cBfi3aHa C AuMarHoctTMKon GM2-raHrnnos3mposa
y pebeHKa 6ypsATCKOM HalLWOHanbHOCTU. PaHee Takue cny-
yau onucaHbl He 6binn. bonee Toro, poxaeHve aeten asu-
aTCKoro npoucxoxaeHusa ¢ GM2-raHrnMo3ngo3om onuca-
HO B eAMHWYHbIX cnyyasx [4, 5]. Mo paHHbiM V.K. Gowda
n coaBT. (2020), cMMNTOM «BUIIHEBOW KOCTOYKW» OMUcaH
B 6 13 8 ciy4yaeB 601€3HM Yy NaUMEHTOB U3 MHAMKU, MUKPO-
uedbanna — y 2 u3 8 60/bHbIX [5]. AHanu3unpya 18 aeten
¢ GM2-raHrnnmosungosom, P. Karimzadeh v coaBT. oTme-
TUAW, YTO CUMMNTOM «BWULIHEBOW KOCTOYKWM» Oblnl BbIIB/IEH
B 88% cnyyaeB [5, 6]. Y 2 peten gMarHocTMpoBaHa loBe-
HUNbHaa ¢opma GM2-raHrnmosngosa ¢ AedULIMTOM FeKCo-
3aMWHKUAa3bl A, y 3 nauMeHToB — lOBEHWUIbHAA 601e3Hb
CaHgxodda ¢ gedpumuutoM rekcosamuHugasbel A u B [5].
B Kopee no cocTtosiHuio Ha 2021 I. 3aperMcTpnMpoBaHo Bce-
ro 5 cnyvyaeB raHrnmosmngo3a GM2, npu 3TOM AeTanbHO
KNMHUYeCKas KapTMHa onucaHa TOMbKO Yy TPOUX MNauMeH-
TOB (0OAMH ManbyuK W ABe AeBoykM) [10]. Y KOpencKux
[eTen Ha4vano perpecca pa3BUTUA GUKCUPOBaNU B BO3-
pacte 8 Mec, 4TO COBMaJaeT C AaHHbIMU O/ OMMCAHHOrO
HaMu nauuneHTa. CpeaHWn BO3pacT yCTaHOBMEHWS awar-
HO3a, KaK M B HalleM cfiy4ae, COCTaB/s/, MO HEKOTOPbIM
faHHbIM, 16 mec (oT 14 go 20 mec). CUMNTOM «BULLIHEBOM
KOCTOYKM» 3aduKcupoBanm y Bcex 60/bHbIX [10], ogHaKo
cnegyet OTMETUTb, YTO OH He ABAAETCS NMaTOrHOMOHWYHbLIM
ana raHrnuosngoza GM2, Tak KaK MOXeT ObiTb 06Hapy-
EH W MpU APYrnx NM30COMHbIX GONE3HAX HaKOMNeHUs
(GM1-raHrnmMo3naos, 60ne3Hb [owe u 60ne3Hb HUMaHHa —
Muka) [8, 10, 11]. Y Hallel NauneHTKN 3TOT CUMMNTOM OTCYT-
ctBoBaf. [lceBaobynbb6apHble HapyLUEeHUs, KaK U B Hallem
cnyyae, 3aperucTpMpoBaHbl y BCEX TPEX KOPENCKUX AETEN.
Mo gaHHbLIM MPT ronoBHOro Mo3ra y KOpeMcKoro Manb4ymKka
BbIIB/leHAa HE3Ha4YUTeNbHas ABYCTOPOHHAS TMNEPUHTEHCUB-
HOCTb T2 XBOCTaTbIX f1€P WU OTHOCWUTENIbHO HU3Kas WMHTEH-
CUBHOCTb CMUIHana ¢ ABYCTOPOHHUM MOPaXKEHMEM Tanamyca,
y O[lHOM W3 KOPEWCKMX AEBOYEK — MOBbIWEHHAS WHTEH-

CMBHOCTb CWrHana B ABYCTOPOHHMX 6Gal3aibHbIX FaHMIMAX
W Tanamyce, y BTOPOM [AEBOYKM — T[UNEPUHTEHCUBHOCTb
T2 B ABYCTOPOHHEN FOIOBKE XBOCTATOrO A4pa U CHUMKEHUe
MHTEHCUBHOCTU CUrHana B [ABYCTOPOHHEM BEHTpasbHOM
Tanamyce [10].

B 3aBeplieHne cnegyetr 3aMeTUTb, HYTO NMPU ayTOCOMHO-
peueccMBHOM TUME HacnefoBaHWS BEPOATHOCTb POMKAEHUSA
BTOPOro 601bHOro pebeHKka cocrtaBnget 25%. B cembe onu-
CaHHOM HaMM MaLMEHTKMU POAUNUCHL ABA PEGEHKA C raHrImo-
31Mao3oM GM2 (y nepBoro pebeHKka — npeanonoxuTenbHo).
Taknm 06pa3oMm, ecTb pPUCK, 4TO 0b6a poauTens ABAATCHA
HOCUTENAMM NaTONOrM4YecKon annenu reHa HEXA.

3AK/TIIOYEHUE

3Ha4YMMOCTb NPEeACTaBNEHHOro OMUCaHUs KIMHWYECKO-
ro cnyyas raHrnnosngosa GM2 3akioyaeTcs B PefKoCTH
60/1€3HMU, OCOBEHHO B MOMYNALMM a3MaTCKOro NPOUCXOXKae-
Hus. Kpome TOro, raHrmmosnao3 GM2 Hacneayetcs no ayro-
COMHO-PELLECCUBHOMY TUNY, @ B CEMbE GOJIbBHOrO POAWUIUCH
aBa pebeHKa ¢ 3TMM 3aboneBaHueM (y nepBoro pebeHka
UMENTUCb KIMHUYECKNE NPU3HaKK 6onesHu). Mpeanonaraem,
4yTO y cTapwero pebeHKa umenacb No3gHAA WHOAHTUIb-
Haa ¢opma raHrnmosnaola GM2 (OnarHo3 reHeTUYecKu
He NOATBEPXKAEH), @ Y MAaAlWero — paHHAs nHdaHTUIbHas
dopma 6onesHn. CnegoBaTeNbHO, MPOU3OLLNO «OMOJIOXKE-
HWe» 60Ne3HN B O4HOM ceMbe. pumep Halero nauueHTa
WANKOCTPUPYET NPOo6NeMbl, C KOTOPbIMU MPUXOAMTCA CTan-
KMBaTbCH, KOr4a OTHOCUTENIbHO pacnpocTpaHeHHoe Yy AeTewn
3aboneBaHue, AETCKUIN LiepebpanbHbli Napanuy, KIuHu4e-
CKM MacKupyeT pefKue reHetuyeckne 601e3HU, U 3TO Noj-
YEepPKMBAET BaXXHOCTb NpOBeAeHUs 6onee WUpoKon audde-
peHUManbHOM AMArHOCTUKU M HEOGXOAMMOCTb MOBbILLEHUS
opdaHHON HACTOPOXKEHHOCTU NeaMaTpPoOB M APYrUX AETCKMUX
crneLmanncToB NEPBUYHOIO 3BEHA 3[1PaBOOXPaAHEHHS.

UWHO®OPMUPOBAHHOE COINIACUE

3aKoHHbIM npeacTaBuTenem pebeHKa noanucaHo
MHPOPMUPOBaHHOE AOBGPOBONBLHOE cornacue Ha nybauKa-
LMIO ONUCaHWUS KIMHUYECKOTO CnyYyast B MEAULMHCKOM XKyp-
Hane (gata nognucaHus: 01.03.2024).
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