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06ocHoBaHue. GM2-raHrnno3ngos, Tun | (6onesHb Tess — Cakca) — pegKoe HacieACcTBEHHOe 3aboieBaHMe, 06yC10B/IEH-
Hoe myTauusamu B reHe HEXA, kogupyrolwem asbpa-cyobenHULy TIM30COMHOM reKcolammnHugasbl A, 4T0 NPUBOAUT K HAKO-
naeHunto B aimn3ocomax GM2-raHrnnosuaa n rnbesnm kaetoK. OCHOBHbIMU KITMHUYECKMMU MPOSIBAEHUSIMM 60/1€3HU ABSIIOTCS
perpecc MOTOPHbIX M [ICMXOPEYEBbLIX HaBbIKOB, Mporpeccupytolas Mmakpouyedpanus, andoysHas MblliedHas rMnoTOHMUS,
CYZIOPOXKHbIN CUHAPOM. [IpaKTUYEeCKM y BCEX MayMeHTOB C AaHHbIM 3ab0/eBaHMeM Mpu 0QTaibMOCKOMMM BbiSIBASIETCS
CUMITOM «BULUIHEBOM KOCTOYKM» Ha [11a3HOM jHe. OnncaHue KIMHWYeCcKoro cay4as. [IpyBejeHO KIMHUYeCcKoe onmcaHne
rnaLmeHTa, y KoToporo 3abo1eBaHme MaHUpEeCTUPOBAJIO C [oPaKeHUsl 3pUTEIbHOro aHaam3aTtopa, U pebeHOoK b6bi/1 Harnpas-
JIEH Ha KOHCY/IbTauMIio K Bpady-reHeTUKy B CBA3U C BbISIBJI€HHON 0(pTasilbMOJIOrM4eCKON KapTUHOU CUMMITOMAa «BULLIHEBOM
KOCTOYKM» Ha ra3Hom AHe. [1py MONEKyNspHO-reHeTM4ecKoM 06¢ae40BaHMmM y NaluneHTa BblsiBAeHa natoreHHas Mmytayms
c.1274_1278 dupTATC (Cl 880091) B romo3nrotHom coctosiHun B reHe HEXA. 3aknyenume. [JuppepeHimnanbHas ama-
FHOCTMKa AJaHHOro 3abosieBaHus NPOBOAUTCS C APYrMMU 3a60/1eBaHNSIMU U3 TPYyMnbl HacaeACTBEHHbIX 60/1e3HelN 0b6MeHa
BeLLeCTB, COMPOBOXAAUWMMNUCS PAHHUM PErpeccoM MCUXOMOTOPHbIX HaBbIKOB, MPOrPeccHpyoLlen yTpaTon 3peHus,
CUMMTOMOM «BULLIHEBOM KOCTOYKM» Ha 1a3HOM [JHE, CYAOPOKHbIM CUHAPOMOM.

Knro4eBbie cnoBa: GM2-raHrnno3unaos, tmn |, 6one3Hb Tesi — Cakca, IM30COMHble 60/1€3HMN HAKOMIEHUS, CUMITOM BULL-
HEBOM KOCTOYKU Ha r1a3HoM [JHe, HE0CTaTOYHOCTb reKco3aMmmHuaasbl A, reH HEXA
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GM2-gangliosidosis, type | (Tay — Sachs disease)
in the pediatrician practice

Background. GM2-gangliosidosis, type | (Tay-Sachs disease) is rare hereditary disease caused by mutations in the HEXA gene
encoding the alpha subunit of lysosomal hexosaminidase A. It leads to accumulation of GM2-ganglioside in lysosomes and cell death.
The major clinical signs of this disease are regression of motor and psychoverbal skills, progressive macrocephaly, diffuse muscle
hypotension, convulsive disorder. Almost all patients with this disease have the “cherry red spot” symptom on the fundus of the eye.
Clinical case description. We show clinical description of the patient with disease manifested with the lesion of visual analyzer. The
child was sent for geneticist’s consultation due to revealed ophthalmic picture of the “cherry red spot” symptom on the fundus of
the eye. Molecular genetic testing has revealed in the patient ¢.1274_1278 dupTATC (Cl 880091) mutation in homozygous state in
HEXA gene. Concllusion. Differential diagnosis of this disease should be performed with other diseases from the group of inherited
metabolic diseases associated with early regression of psychomotor skKills, progressive vision loss, “cherry red spot” symptom on the
fundus of the eye and convulsive disorder
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E RARE DISEASES

PEAKUE BOJIE3HU

OB0OCHOBAHME

GM2-raHrnnmo3nao3 — HacleacTBEHHOe 3abofieBaHue
M3 rpynnbl IM30COMHbIX 60Ne3HEeN HaKoMNeHUs, BO3HUKa-
lowee BCNeACTBME HAKOMNEHWUS FaHrMO3W40B B OpraHax
W TKaHsAX. BnepBble 3a6oneBaHne 6bl10 ONMCaHO GpuUTaH-
CcKkum odtanbmonorom Y. Teem B 1881 . 1 aMepPUKAHCKUM
HeBponorom b. Cakcom B 1887 1. He3aBUCUMO APYr OT Apyra
4, 2].

B 1969 roay B xypHane Science 6bina ony6aMKoBaHa
cTaTbsl, B KOTOPOW rOBOPWUSIOCH O TOM, YTO y MaLMeHTOB
c 60ne3Hblo Tea — CaKca 06Las aKTMBHOCTb FeKCco3amu-
HWAasbl 6bl1a HOPManbHOM, HO MPU NPOBEAEHUU INEKTPO-
dopesa ana pasgeneHvsa AByX M30bEpPMEHTOB reKcosa-
MUHUAa3bl A U rekcodaMuMHMaasbl B BbISBUAKM OTCYyTCTBUE
rekco3amuHuaasbl A [3].

Yactota BcTpevyaemoctM GM2-raHrnmosuposza, tun |
BapbupyeT oT 1:3000 HOBOPOXKAEHHbIX CPeAM eBpeEB-allKe-
Ha3n o 1:320 000 HoBopoXKAeHHbIX B CLLUA [4—7]. Bo dpaH-
KO-KaHaAckon nonynaumm KBebeka yactota 6051e3Hu Tesd —
Cakca cocTtaBnsieT 1:218 144 MBblX HOBOPOXKAEHHbIX [6].
B 2013 r. G.A. Lazarin n coaBT. npoBenn uccnegoBaHue
Ha HOCUTENbCTBO Hanbonee YacTblX Hacne4CTBEHHbIX 3a60-
neBaHun cpean 21 985 nioaen pasnnyHbiX HaLMOHANbHO-
cTen. bbin BbisiBNEH 151 reTepo3uroTHbIM HOCUTENb YacTblX
MyTaumnn B reHe HEXA, cpean Hux 90 yenoBeK cocTaBuIn
eBpen-allikeHasu [8].

Tun HacnepoBaHUs — ayTOCOMHO-PELECCUBHbBIN.
3aboneBaHne 06ycnoBieHO MyTauusamm B reHe HEXA, koau-
pylouwem anbda-cyobeanHULy M30COMHON FEKCO3aMUHM-
Aasbl A, NpUBOAAWMMM K ee HeJOoCTaTOYHOCTM B opraHax
W TKaHsaX. [eH KapTMpoBaH Ha AJIMHHOM Maevye XPOMOCOMbI
15 — 15023 u coctouT M3 14 3Kk30HOB. Hanbonee vyacto
B reHe HEXA BcTpeyaeTca aynavkauus c¢.1274_1277dup
(p.Tyrd27fs) B roMO3UIrOTHOM W KOMMAyH/A-reTepo3nUroTHOM
COCTOSIHUM [9].

HepocTtaTtoyHOCTb rekcodamuHupasbl A Hapywaet
B M3ocomax Metabonmam GM2_raHrnmosnga, aBastoLero-
CSl BaXKHbIM KOMMOHEHTOM LMTOMIa3MaTu4eckux memobpaH
HepoHoB. Hakonnenne GM2-raHrnMosnga NnpuBOAMT K yBe-
IMYEHUIO Pa3MePOoB M 4MCna NM30COM B HEMPOHaXx, NosiB-
NEHUI0 BKIOYEHUN B LMTOMNa3Me, HapyweHutio byHKLUK
n rnéenu HenpoHos [10, 11].

Knaccudukauma GM2-ranrnnosugosa, tun |

(6onesHb Tea — Cakca)

B 3aBMCUMMOCTM OT BO3pacTa Havana v TAXKecTu Teye-
HUSA pasnuyaloT 3 KAUMHUYeckue dopmbl 6onesvn GM2-
raHrnMo3nao3a, TMN i paHHIo MHOaHTUAbHYIO, MO34HI00
MHbAHTUNBHYIO/IOBEHUBHYIO U B3POCYI0/XPOHUYECKYIO
[12, 13]. OTaenbHo BbigensatoT GM2-raHrnMo3naos, BapuaHT
B4, npu KOTopoM NpoayLmpyeTcs HeaKTUBHbIN M30DEepMEHT
rekco3daMuHuaasbl A, B peaynbrate 4ero NpoucxoauT Hapy-
weHune ruaponusa GM2-raHrnnosnaa [14]. B mexayHapoa-
Hoi 6a3e OMIM onncaHo HECKOMbKO MyTaLUK, MPUBOASLLNX
K pa3BWTUIO JaHHOro BapuaHTa 3abonesanuns [9]. Bospact
Havyana 3aboneBaHMA U KIWHWYECKUX nposiBieHun GM2-
raHrnno3nao3a, BapuaHT B1 cOOTBETCTBYIOT OBEHUILHON
dopme 3aboneBanus [15, 16].

B nuTepatype TaKe onucaHa NceBAoHeA0CTaTO4HOCTb
rekcozamunHuaasbl A [9, 15].

OCHOBHbI€ KJIMHUYECKUE NPOSIBNIEHUA 3a601€eBaHuUA
Hanbonee 4acto BCcTpeyaeTcs paHHAA UHPAHTUNb-
Haa ¢dopma GM2-ranwrnumosmpgosa, tun | [9, 13, 15].
3a6oneBaHne MaHUMbECTUPYET B NeEPBbIe MECSLbl XU3HH,
06bI4HO B 3—6 Mec. [ocne KpaTKoro nepuoja HopManbHOro
pa3BUTUA Y NaLMEHTOB oTMevaeTca Anddy3Has mbleyHas

FMNOTOHUS, 3aJeprKKa MOTOPHOro PasBUTUS, OTMeYaeTcs
CHU}EHME peaKuuun Ha oKpyatollee. B nanbHenem npo-
UCXOAMT perpecc paHee MPUOGPETEHHbIX HABbLIKOB, MOSIB-
NFeTca MbllleyHas ¢nabocTb, pe6EHOK NepecTaeT aepKaTb
rofoBy, CTAHOBMUTCS BO36YAMMbIM, BO3HUKAET NOBbILLEHHAS
peaKkuusa Ha 3ByKoBble pa3apaxuTtenu. K 8-10 mec pa3su-
BAETCS CYJOPOXHbIA CMHAPOM, B GOJbLIMHCTBE ClyYaeB —
reHepann3oBaHHble TOHMKO-KNOHUYECKWE, MNapuuanbHble
NPUCTYNbl, PE3UCTEHTHbIE K Tepanuu. K 2 rogam pasBu-
BatloTCcs nceBaobynb6apHbIi CMHAPOM, MpPOrpeccupyiolme
HeBponornyeckme HapyweHus [13]. Co CTOPOHbI OpraHoB
3peHns HabnaeTca nocTeneHHas ytpata pe6eHKoMm crno-
cobHocTU BuaeTb [15]. BapunabenbHocTb 0dTanbMONOru-
4YeCKOM CMMNTOMATWKK 06yCcNoB/EeHa BOBIEYEHWEM B MPO-
LLeCC HEPBHbIX 3/1EMEHTOB NMUTMEHTHOIO 3MUTENNS CETHATKM
M cocyamcTon 06004YKKU, 06nafatoliMx BbICOKUM YPOBHEM
o6MeHHbIX npoueccos [10, 17].

Mpn npoBeaeHnn MPT ronoBHOro Mo3sra B HayalbHbIX
CTaAnsX BbIABMSAIOT TMNEPUHTEHCUBHbIE 04aru B To-pexxnme
B 6a3alibHblX FaHIMsAX 1 6eIoM BellecTBE rofI0BHOro0 MO3-
ra. B ganbHenwem Budyanusnpyetcsa rpybasi KOPKOBO-MoOA4-
KopkoBas atpodus. |. Nestrasil ¢ Konnerammu oTmeyator,
4YTO B peadynbrate NpPoBeAeHHOro aHanu3a faHHbix MPT
rofoBHOro mosra 14 nauveHToB C pasfiMyHbiMK Gopmamu
GM2-raHrnmosunaosa, Mn | y 60nbHbIX C MHPAHTUIbHbBIM
GM2-raHrnMo3nao30M BbISIBIEHO pe3Koe yBefnyeHne 06b-
eMa Kopbl MO3¥e4Ka, Toraa Kak y MauWMeHTOB C ApYyrumu
dopmamm 3a60oneBaHMUa OTMEYANOCh CHUXKEHME 3TOr0 Napa-
meTpa [18].

MporHo3 3ab6oneBaHus HebnaronpuUaTHbIA. [auueHTbl
norn6atoT Ha 2—4-M roay Xu3Hu.

Mo3aHAa nHpaHTUNBbHaA/IOBeHUNbHasa ¢dopma

3ab6oneBaHne maHubectupyetr Bo3pacTte 2-10 ner.
Y peteit BO3HWKAIOT HapyllEHWE MOXOAKM, HEYCTOMYMBOCTb
B no3e Pomb6epra. [lanee pa3BuBaeTcss aTaKTUYECKWH
CUHAPOM, TPEMOP KOHe4yHocTen. C Bo3pacTom 3aboneBa-
HME MeANEeHHO MPOrpeccupyeT, MOSBASIOTCS AM3apTpus,
CYAOPOXHbIV CUHAPOM, 3KCTpanMpaMuiHble paccTponcTBa:
rMNePKMUHE3bl, MUOKJIOHWUU, AMCTOHUYECKNE HapyLleHus [13,
15]. Y yacTu naumMeHTOB pa3BMBaETCHd MNcuxmMaTpuyeckas
cumnToMaTtuKa. NocTeneHHo NPoMCXoanT yTpaTta UHTENEK-
Tya/lbHbIX U MOTOPHbIX HAaBbIKOB, YCUIMBAETCS CYA0POXKHbIN
cuHapoMm [13]. JlocTaTo4HO YacTo Y AeTeN BO3HUKAIOT COMyT-
CTByOUME MHDEKLMOHHbIE 3aboneBaHung. [etn nornbaioT
yeped 10-15 net oT Havyana 60/1e3HM.

B3pocnasa/xpoHuueckas ¢opma

Bo3pacT Havyana 3aboneBaHua Ha 1-2-M OecCATUNETUMU
*M3HU. OCHOBHbIE KNIMHUYECKHME NPOsIB/IEHMS 3a60eBaHNSA:
aTaKTUYECKUI CUHAPOM, AM3apTpusl, 6GONe3Hb ABWUraTesb-
HOrO HEeMpoHa, BblpaXKEHHblIE MCUXMATPUYECKME Hapylle-
HUS BNAOTb A0 Pa3BUTUSA TSXKENbIX NMCUMXO30B. Y MNauMeH-
TOB NPU 0bTaNbMOCKOMUKU CUMMNTOM «BULIHEBON KOCTOYKM»
He o6HapyxuBaetcs [19].

AuarHocTuka

Mpn nogo3peHnn Ha Hannume GM2-raHrnMo3mnaosa,
TMN | Ha nepBOM 3Tane NpPoBOAUTCH IH3UMOANATHOCTU-
Ka — onpeaeneHne akTMBHOCTH reKco3aMrMHMAaa3bl (ToTasb-
HOWM), rekco3amuHuaasbl A B BbICYLIEHHbIX MATHAX KPOBMU
MAM B NenKouuTax nepudepuyeckorn KpoBU. AKTUBHOCTb
rekcosdaMmmHuMaasbl A B KPOBW Y MaUMEHTOB C 601€3Hbi0
Tea — Cakca OyAeT pe3KO CHWXXeHa WaM OTCYTCTBOBATb.
Ha BTOpoM aTane npoBOAWUTCA MONEKYNSPHO-TEHETUYECKOE
ob6cnefoBaHMe — CEKBEHUMPOBAHWE BCEX 3IK30HOB U MpU-
fleralolmx K HUM MHTPOHHbIX 06nacTten reHa HEXA [9, 15].



Y nauuneHtoB ¢ GM2-raHrno3Mao30M TaKKe BbISIBASIOTCH
NpoTSXKeHHble aeneunu [9].

NeyeHune

BHacToswee BpeMsa naTtoreHeTnyecKkas repanusa ana aax-
HOro 3aboneBaHuss He pas3paboTaHa. PaccmaTpuBatoTcs
HECKONbKO TepaneBTUYECKMUX NOAXOA0B ANa nevyeHns GM2-
raHrnuo3maosa, tun | [11, 20].

1. depmeHTOo3amecTuTenbHasa Tepanus (P3T). OcHoBHas
npo6nema — 370 cNoco6 BBEAEHMS npenaparta, NOCKObKY
dbepMeHT He MOXKET MPOHMKaTb Yyepes rematoaHuedanmye-
CKUIK BGapbep. [na peweHna gaHHOW 3ajadv npeanaraetcs
MCNOMb30BaTb UHTPATEKANbHbIE UAN MHTPaALLEPEOPOBEHTPHU-
KynsipHble nHy3um [21, 22].

2. TpaHcnnaHTauus reMonoaTUYEeCKMX CTBOOBbLIX Kie-
ToK (TFCK) [20, 23, 24]. B gaHHbIH MOMEHT paccmaTpuBa-
I0TCH pas3finiHble BapuaHTbl NPOBEAEHUs 3TOro meTona
Tepanuu [25]. OcCHOBHbIMK Npo6aeMamu nposeaeHus TICK
ana nauneHToB ¢ GM2-raHrinMo3nMao3oM, Kak U ana nauu-
€HTOB C MyKOMoJfiMcaxapuao3amMu, SBNASIOTCS PaHHWIA BO3-
pacT MaHudecTauun KIMHUYECKON CUMMNTOMATUKM, YacTble
cNyyYyan BO3HUKHOBEHWS peaKkuuu «TpaHcnaaHTaT npoTuB
xo3snHa» (PTIX) [26].

3. ®apmaKonormvyeckue wanepoHbl — He6oNbLINE MOne-
Kynbl, KOTOpble CBA3bIBalOTCS ¢ GEPMEHTOM M He JOMNyCKa-
0T ero paspylweHusi, obecneynsas NPOHMKHOBEHWE GenKa
B 9HAONNa3MaTUYECKUIA PETUKYIYM W Nn30coMbl. s GM2-
raHrnno3nao3a NpPoBOAATCH UCCNefoBaHMs C UCNONb30Ba-
HMEM NUpUMETaMUHa, MHIMOBUTOPOB MMMHOCAXapOB U K-
KonpoTerHa nporpanynuHa [25, 27, 28].

4. Cy6cTpaT-pegyumpyiowas Tepanus — TepaneBTuye-
CKasl cTpaTeruns, OCHoBaHHas Ha 4YaCTUYHOM WMHrMBUPOBa-
HUKN pepmMeHTa, BOBIEYEHHOIO B CMHTE3 HaKanMBatloLero-
ca cybeTpata. poBoaMnoch KAMHMYECKOe ucchiegoBaHue
C NPUMEHEeHMeM naumeHTamu muraycrara [27].

5. leHoTepanua [29, 30]. laHHbI MeToa ABNSeTCcs Hau-
60/nee nepcnexkTMBHbIM Ana tepanun GM2-raHrnmo3ngosa,
T@an Il. B HacToswee Bpems NpoBOAMTCH pa3paboTKa
HECKONbKMX HanpaBfieHWN C MUCMOSIb30BaHWEM pPeEKOMOU-
HaHTHbIX BUPYCHbIX BEKTOPOB.

KJIMHUYECKHUHA NPUMEP

O nauueHTe

MaumeHT 6bin HanpaB/ieH Ha KOHCYNbTauWio K Bpayy-
reHeTuky odTanbmonorom B Bo3pacte 6 mec. XKanobbl
poauTenen Ha MOMEHT KOHCynbTauuu Obliv Ha HapylweHue
$urKcaunn B3opa.

AHamMHe3 3a6oneBaHus

Pe6eHoK oT 3-i1 6epeMeHHOCTH (1-9 n 2-9 6epemeH-
HOCTM — 3a0poBble cubChl). bepeMeHHOCTb NpoTeKana
C Yyrpo3oi npepbiBaHUa Ha 32-W Hef, recto3a B TPETbEM
TpumecTpe. Poabl 3-u, camocTosiTeNbHble Ha 39-1 Hep.
Macca tena — 3890 r, gnmHa — 53 cm. OueHKa no wKane
APGAR — 8/9 6annoB, 3akpuyan cpasy. [pu npoBeaeHun
HenpocoHorpadmm B 1 Mec Natonoruu He BoisiBIEHO. [0n10BY
nepHxut ¢ 2 mec. lNepeBopaynBaeTcs Ha KMBOT. B 6 mec
npoxoann oé6cnenosaHne B HMUWL, rna3sHbix 601e3HEN UM.

lenbMronbua, NPy oPpTaNbMOCKONUKN B LEHTPabHbIX OTAe-
Nlax rnas3Horo gHa odpranbMOCKONUYECKas KapTUHa «BULLIHE-
BOW KOCTOYKM».

Mpun ocmoTpe B Bo3pacTte 8 mec

Macca Tena — 9 kr (1,01 SDS), aamHa — 73,5 cm
(2,0 SDS). UMT — 16,7 Kr/m2 (-0,12 SDS). OueHKa rnoKa-
3aTenen nposoaunnacek B nporpamme WHO Anthro v. 3.2.2.
dusunyeckoe pasBuTUe cpeaHee, rapmoHuyHoe. CocTosHne
nUTaHMs COOTBETCTBYET BO3pacTy. pyboBaTtbie 4epTobl ivLa,
OTHOCUTENbHAas MaKpPOCTOMMS, KOPOTKas Wes, aucniacTuny-
Hbl€, HU3KOPACMNONOXKEHHbIE YLIHbIE PAKOBUHbI, BbICTyNato-
LMK XKKMBOT. B obnacTtu arogmubl — remaHrunoma. uddysHas
MblleYHas rMnoToHus. MeveHb y Kpas pebepHow ayru, cene-
3eHKa He nanbnupyeTcs.

B HeBpoOnorMyeckom cratyce — rynuT, nenet ManoBbl-
paeH, UrPyLLKKN He 3axBaTblBaeT, HENPOLOIKUTENBbHO yaep-
KMBaET BJIOXEHHblE. B3rnag duKcupyeT KpaTKOBPEMEHHO
Ha APKWUIM CBET, NPU NPOCNEXMNBaAHMUM BbICTPO TepsieT opu-
eHTaumto. YnolbaeTcs, obpalleHHYIo peyb cnylwaeT. [NasHble
wenu CUMMeETpUYHbl, D = S, ABMMKEeHMA rnasHbiX A610K
COXpaHeHbl, 3payvku okpyrnomn dopmel, 3 mm, D = S. OcTpoTa
3PEHNA CHWMMKEHA, peaKuMus Ha CBET coxpaHeHa, npsmas,
coapyxecTtBeHHas. Huctarma HeT. Cinyx coxpaHeH. moTtaHue
He HapyuweHo. lfonoc 3BOHKMIA. O6bEM aKTUBHbIX ABUKEHUN
CHUXEH, FON0BY AEPXWUT HeyBepeHHo. lepeBopaymBaeTcs
Ha YXMBOT CO CMWHbI, CaAMOCTOSATENIbHO HE MNpPUCaXKUBaeT-
Csl, He MON3aeT, NpW TpaKUWMW 3a PyKM He rpynnupyet-
csl. MbllWeYHbIn TOHYC M3MEHEH MO MUPaMUAHOMY TUMNY.
CyxoxunbHble pedneKcbl C PyK U HOI XWBble, CUMMETPHY-
Hble BplolHble pedneKchl Bbi3biBatOTCS, XuUBble, D = S.

Y4ynTbiBas LaHHble KIMHUYECKON KapTuHbl U odTanbMo-
ckonuun, anddepeHumanbHaas AnarHoCTMKa NPOBOAMNACH
Mexay GM2-raHrnno3anaosom, Tun I 1 GM1-raHrnMo3naosom.

JlaGopaTopHaa AMarHoCTUKa

Mpn o6cnegoBaHum

PebeHKy 6blna npoBefeHa 3H3MMOAMArHOCTUKa NU30-
COMHbIX 60/1€3HEN HaKoMIeHns B NabopaTopumn CENEKTUB-
HOro cKkpuHUHra ®HIrBY MIrHu um. akagemuka H.MN. boyKoBa
(cm. Tabnunuy).

BbiiBNEHO pe3Koe CHUXKeHMe rekcoldamuHupasbl A%
B nnasme.

[ns noaTBepXKAEHUS AMarHo3a MeToAoM NPSMOro aBTo-
MaTM4YeCKOro CEKBEHUPOBAHWUSA MPOBEAEH MOMHbLIM aHanun3
rekcosamuHmnaasbl A (HEXA) (MIM 606869, TpaHCcKpunT
RefSeq: NM_000520.4), myTauuM B KOTOPOM MPMBO-
OAT K pa3BuTUio 6one3Hn Tes — Cakca (OMIM #272800)
C ayTOCOMHO-pPELEeCCUMBHbIM TUMOM HacnegoBaHus.
MpoaHannM3npoBaHbl BCE 3K30HbI U NPUIEratowmne MHTPOH-
Hble y4yacTKM reHa HEXA. BbisiBneHa onucaHHasi paHee
B 6a3e HGMD natoreHHas myTtauns ¢.1274_1278 dupTATC
(C1 880091) B roMO3UIroTHOM COCTOSIHUM.

[AnarHocTuyeckue npoueaypbl

Pe3ynbraTtbl MHCTPYMEHTa/IbHbIX 06C/IefOBaHMUI

C uenblo npoBeaeHns KOMMIEKCHOro ob6cnenoBaHus,
pebeHOoK 6bln rocnuMTanmM3npoBaH B OTAENEHUE MCUXOHEB-

Ta6nuua. Pe3ynbraTbl 9H3UMOAMArHOCTUKM NauneHTa ¢ GM2-raHrnno3ngo3om

Table. Enzymes tests results of the patient with GM2-gangliosidosis

®depmeHT AKTUBHOCTb Hopma EAvHULBI u3MepeHna | Buonoruveckui matepuan
[ekco3amuHngasa NSTHO KPOBMK 0,5 3,8-168,1 HM/mn/4ac MNaTHa KpoBu
[ekco3amuHniasa (TotanbHas) 920,6 523-1865 HM/mMn/4ac Mnasma
[ekco3aMnHMaasza A 0,7 30,9-72 % Mnasma
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ponoruu u ncuxocomatmyeckon natonornn HMUL, 3gopoBbs
netent M3P®.

Mpn npoBegeHun Y3U GPIOWIHOW MONIOCTU BbISIBNEHO
yBennyeHne pasmepa neyeHu: nesas fons — 57 Mm; nep-
BbIl cerMeHT — 13 mM; npaBas gons — 84 MM, NapeHxmuma
oAHopoaHas!, cpeaHen axoreHHocTH. Cene3eHKka HopMasbHbIX
pa3mMepoB, NapeHxnma oAHOPOLHAs, CPeAHEN 9XOreHHOCTH.

Mpu npoBeaeHnn Y3U noyveK BbISBNAEHbI MPU3HAKK
AMPdY3HbIX NAPEHXMMATO3HbIX UBMEHEHUI, MMENOIKTA3USA
cnesa.

Mpu nccnegoBaHnn 3pUTENbHbIX BbI3BaHHbIX NOTEHLMA-
NOB AMArHoCTMPOBAHO 3aMefeHne NPOoBeAEeHUS 3pUTESb-
HoW addepeHTaLmm Ha KOPY U CHUXKEHWE aMNANTYabl MMKOB
P100 cneBa u cnpaBa.

PebeHKy 6bio nposegeHo MPT ronoBHoro mosra
B pexxumax T1-BU, T2-BW, FLAIR, DWI, SWAN, 3D FSPGR
B CarnTTasbHOMN, akcHaibHOM M KOPOHAPHOM MIOCKOCTSAX CKa-
HMpoBaHusa. Ha MP-Tomorpammax ronoBHOro Mo3sra Bu3ya-
NN3NPYIOTCH NPU3HAKKU TMNOo/OAUCMUENUHMI3ALMM BellecTBa
ronoBHOro mosra anddy3Horo xapaktepa, BKIo4as nog-
KOPKOBbIE€ CTPYKTYpbI (611egHbIK Wwap, CKopayna, Tanamychl),
Hapy»Hyto Kancyny (puc. 1). AuddepeHunauns Ha cepoe
n 6enoe BeLeCcTBO crnaxkeHa. MosonucToe Tefio cbopMmnpo-
BaHO. MUHA@NUHbI MO3¥KeYKa He nNponabupyloT B 60Mblloe
3aTblIoYHOe oTBepcTHe. Xenyaoykosas cuctema: 60KOBbIE
KENYA0YKMN He paclmMpeHbl, CUMMETPUYHBI. TpeTui n yeTeep-
TbIV KEeNYAOUYKM HOPMalbHbIX pa3MepoB, He agebopMupoBa-
Hbl. JIMKBOPOAMHaMKUKa He HapyweHa. CybapaxHonganbHoe
NPOCTPaHCTBO 6GOMbWMX MOAYWAPUIA U MO3KeyKa PU3no-
NOTMYHO ANA AaHHOro Bo3pacTa. TypelKoe ceano 06bl4HOM
dopmbl 1 pa3mepoB. [MNodu3 He yBennyeH, ogHOPOAHOM
CTPYKTYpbl. BOpoHKa runodusa u 3puUTenbHbIM NepeKkpecT
He cMelleHbl. B o6nact op6buUT BUAMMBIX NATONOMMYECKUX
M3MeHeHun He BbiiBNeHO. KaHanbl 3puTenbHbIX HEPBOB
M NepeKpecT 3puTe/ibHbIX HEPBOB He AedpOopMUpPOBaHbI.
3aknyeHve: MP-KapTuHa rmno/gucMuenmMHnsannm selle-
CTBa roflIoBHOro Mmosra (puc. 1).

Puc. 1. MPT ronoBHOro Mo3ra nauueHTa ¢ MHGaHTUNbHOWM
dopmon GM2-raHrnmosngosa

Fig. 1. Head MRI of the patient with infantile GM2-gangliosidosis

3aknwuyeHune 33l-BupeomoHuTopuHra. OcCHOBHas
pPUTMMUYECKAs aKTMBHOCTb B npejenax BO3pacTHOM HOPMbI.
CoH anddepeHumpyeTca oT 604pCTBOBaHUSA, GuU3nonormye-
CKMe naTTepHbl CHa BbIpSKeHbl 4eTKo. B 33l 6oapcTBOBA-
HWS M CHa 3aperucTpMpoBaHO NEPUOAMYECKOE PErnoHasb-
HOe 3amMen/leHMe B JIeBOM BMCOYHOM 06nacTu. 3a Bpems
MOHWTOPUPOBAHUSA TUMUYHON 3NMNENTUOOPMHON aKTUBHO-
CTW, 3NUNENTUYECKUX NPUCTYNoB, Mx I3l-naTtTepHOB 3ape-
TMCTPMPOBAHO He BbINo.

KnuHuyeckui guarHos

Ha oCHOBaHMU AaHHbIX KAMHWUYECKOM KapTWHbI, 3H3U-
MOAMArHOCTUKM WM [aHHbIX MONEKYNSAPHO-TEHETUYECKOIO
ob6cnepoBaHus, pebeHKy ycTaHoBleH gumarHo3 — GM2-
raHrnuosupos, tun l, uHpaHTunbHaa ¢opma. Tvn Hacne-
[I0BaHUs — ayTOCOMHO-PELIeCCUBHbIN.

AunddepeHunanbHas guarHocTuka

AnddepeHunanbHasa anarHoctuka GM2-raHrnmo3naosa,
MHOAHTUIbHOM GOPMblI MPOBOAMTCA C 3ab0neBaHUAMMU
M3 rpynnbl TM30COMHbIX GONE3HEN HAKOMIEHMUS, ANS KOTO-
PbIX XapaKTepHO HaauM4yMe CUMNTOMa «BULUHEBOW KOCTOY-
KW» Ha rMa3HOM AHe, a TaKXe C APYyrMmMu 3a6oneBaHUsaMM
M3 rpynnbl HAacNeACTBEHHbIX NENKOAUCTPODOUN: 60SIE3HbIO
[owe, TMn |l, HEMPOHaNbHBLIM LLEPPOUAHBIM NUNOGYCLUHO-
30m (HUJT), Tmn 16, 6one3Hbto Kpabbe, 601e3Hblo KaHaBaHa,
6onesHbto AniekcaHaepa [17, 31].

OBCYXAEHMUE

OCHOBHbIMW KJIMHUYECKUMM TMPU3HAKaMW, YKa3blBalo-
WMMW Ha Hanuyne y naymeHTa nHbaHTunbHOn Gpopmbl GM2-
raHrnMo3uao3sa, Tun | asnqtotesa [13, 17, 32]:
® perpecc MOTOPHbIX HAaBbIKOB B Bo3pacTe 3—6 Mec;
® CHWXXEHWE peaKLMn Ha BHELWIHWE pa3apaxKutenu;

° MOBbIWIEHHAs peaKLuus Ha 3BYKOBbIE pasparKuTeny;

® CHMMMTOM «BULIHEBOW KOCTOYKMW» Ha INa3HOM AHE;

® Me4yeHb M cenie3eHKa HopMabHOro pasmepa;

e andodysHasa mMbllleyHas rMnoToHus, runeppednexkcus;

® CYydOpPOXHbIK cuHApOM C pebioToM B BO3pacTe

11-12 mec
° nporpeccupyolas Makpouedanus;

° nporpeccupytowee nopaxeHue LLHC.

Cneayet OTMETUTb, 4TO B MPUBEAEHHOM KIMHWYECKOM
c/ly4yae CUMMNTOM «BULWHEBOM KOCTOYKM» Ha FMa3HOM [He Gbl
NepBbIM KIMHUYECKUM NMPU3HAKOM, B CBSI3U C 4eM pebeHOoK
Obl/1 HANPaB/IEH K Bpayy-reHETHKY.

OdpTanbMOCKONMUYECKAA KapTUHaA [Na3HOro AHa
y nauueHta ¢ GM2-raHrnnMo3ngo3om npeacrtaBieHa
Ha puc. 2.

Ha ¢oTo rnasHoro gHa nokasaHa KapTuWHa cumMniToma
«BULLHEBOW KOCTOYKMW», aTPOdUM 3pUTENIBHOIO HEPBA B BME
NsaTHa KENToro uBeTa, UCTOHYEHWE apTepuon y nauueHTta
MY}CKOro nona. KpacHbln LBeT NsTHa 00yC/IOB/IEH TEMHbIM
$OHOM NMUrMEHTUPOBAHHOK ceT4aTKU. MakynsipHas ob6nacTb
MHTaKTHa, onasiecLeHLMa OKpYyXKalolleh ee 30Hbl CBA3aHa
C AereHepaumen raHrmo3HbIX KNETOK.

CUMNTOM «BUWHEBOW KOCTOYKMU» ABASETCA OAHUM
M3 aguddPepeHumManbHO-AMarHOCTUHYECKUX TMPU3HAKOB
[aHHOM NaToNIOrMK, OAHAKO OH BCTPEeYaeTcs M npu Apy-
rmx 3aboneBaHMsAX W3 TPynMnbl TM30COMHbIX GONIE3HEN
HakonneHusa: GM2-raHrnvo3mngose, Tun |l (6onesHb
Canaxodda), GMIl-raHrnmMo3nagose, HeAOCTATOYHOCTH
HenpaMmuHuagasbl (cnanmaold, Tvin |, Tun ), ranakrtocma-
nmpose, 6ones3nn HumaHHa — [lMuKa, TMN A, nunorpaxy-
nemartose dapb6epa, MHbaHTUNbLHOW Ppopme [32]. B nute-
paType AaHHbI CUMNTOM Ha rMa3HOM AHEe OMMUCaH TaKKe
y NauyMeHToOB C CMHAPOMOM fAKo6CeHa (CMHAPOM Aeneumn



Puc. 2. [na3Hoe aHo naumeHTa ¢ GM2-raHrnmo3unao3om, tvn |
Fig. 2. The fundus of the eye of the patient with GM2-gangliosidosis, type |

ONIMHHOTO naeYvya xpomocoMbl 11 B XpOMOCOMHOM 061acTH
11923-qter) [33].

Heo6xo4MMO OTMETWUTb, YTO B GONbWWHCTBE Cly4yaeB
nepBbIMM CUMNTOMaMM, KOTOPblE BbIABASAIOT Y NauUeHTOB
¢ WHbaHTUNbHOM dopmon GM2-raHrnMo3naosa, ABASIOT-
CH 3ajepyKKa MOTOPHOr0 Pa3BWUTUSA, CHUXKEHUE peaKLuu
Ha pasgpaxuteny u anddysHas MblllevyHas TUNOTOHUS,
W Wb NPU NocnegyloLlem o6¢cneoBaHUn y NaLuneHToB ana-
FHOCTUPYIOT NopakeHne opraHa 3pexus [13, 14].

B uccneposaHuu, NpoBEAEHHOM MO AaHHbIM UPaHCKO-
ro Henmpometabonunyeckoro peectpa (INMR), 3a nepuopg
¢ 2010 no 2016 r. 6b10 BbhiIABNEHO 25 cnyyaeB GM2-
raHnuosmposa, tun |, MHdaHTUNbHOW dopMmbl (601E€3HU
Tes — Cakca). CpefHuit BO3pacT nauMeHTOB B Havane
3aboneBaHusa coctaBnan 6,4 Mec, a cpeaHun Bo3pacT
Ha MOMEHT MOCTaHOBKKM anarHoza — 14 mec. Hanbonee
yacTbiMW MNpu3Hakamu npu noctynnennn (92%) 6binu
3a/lepxKa B pa3BUTUU WK pPerpecc B PeYeBOW U KOMHU-
TUBHOW o6nactax. BuwHeBO-KpacHble NATHa BbISBEHbI
y 17 nauuneHToB (68%). BodpacT Hayana 3afepxKn MoTop-
HOro pas3BuTUS BapbupoBan oT 3 JO 7 Mec, Haubonee
yacto — 3-4 Mec, a BO3pacT, B KOTOPOM Ha4duMHancs
perpecc ncMxXxoMoTOPHbIX HaBblKOB, — OT 6 Ao 10 mec [33].
Y nauuneHTa, KIMHUYEeCKoe onucaHne KOToporo Mol NpuBo-
AWM, K 6 MeC TaKkXXe oTMeyvanacb 3ajepxKa TeMMNOB MNCuU-
XOMOTOPHOI0 pa3BUTUSA, a K 8 Mec — 3alepXKa NCUxomo-
TOPHOr0 Pa3BUTUSA, O4HAKO OCHOBHOW Xanobon poautenen
B BO3pacTe 6 mec Obl0 HapyleHWe 3peHnsa B BUAE OTCYT-
cTBUS GUKCcaLMK B30pa, a xanobbl Ha 3a/lEPXKKY pa3BUTUA
NOSABUIIUCH MO3XKe.

Bce 3aboneBaHus, ¢ KOTOpbIMM NPOBOANTCHA AUddeEpPEH-
LManbHasg AMarHoCTUKa, UMEIOT PAL CXOAHbIX KJIMHUYECKUX
nposiBneHnn. B nepsyio o4vepedb 3TO NporpeccupyroLias
3aJieprKKa NCMXOMOTOPHOI0 Pa3BUTUSA, PEFPECC paHee Npu-
OBpeTEHHbIX CHayalla MOTOPHbLIX, NMOTOM MCUXOPEYEBbIX
HaBbIKOB, Mporpeccupyiowas ytpata 3peHns, CyaopOXHbIN
CUHAPOM, B OOJ/bLIMHCTBE CllydyaeB MA0OXO MOAAaoWUnCH
Tepanuu, JOCTaTO4HO GbICTPOE NMPOrpeccupoBaHne HEBPO-
lorMyeckomn cumntomaTtuku [33, 34].

B 10 e Bpema Kaxkaoe 13 3ab0fieBaHU UMeeT paa
XapaKTEPHbLIX ANA Hero cneuuMPpUYecKUx MpPosBIIEHUN.

Tak, npu 6one3Hn KaHaBaHa Ha MPT ronoBHoro mosra
BbigBAAeTca MP-KapTuHa ryé4aton gereHepauun 6enoro
BewecTtBa, npu HUJ, tun | — guddysHaa KopTuKanb-
Haa U cyGKOpTUKaNbHas aTpodua BellecTBa rosloBHOMO
MO3ra U MO3¥e4Ka, Nnpu 60/1e3Hn AneKkcaHgepa — CUM-
METPUYHbIE 30HblI AeMWUENTMHU3ALUN MPEUMYLLECTBEHHO
B N06GHbIX AONAX C PacnpoCTpaHEHWEM Ha TEMEHHO-
BUCOYHble 06nacTu [32]. Y naumeHToB € 600€e3Hblo lowe,
Tvn |l BbIABASAETCS OKY/IOMOTOPHAasa anpakcus, y nauueH-
TOB C 60n1e3Hblo HuMaHHa — [lluka, TN A — 3ajepxKa
$du3nyeckoro pasBuTUg, renatocnseHomeranus, 60b-
WOW BbICTYNaloWMN KMBOT. [pybble 4yepTbl nMLa Xapak-
TepHbl 4N nauneHtToB ¢ GM1-raHrnnosmngosom, tun | [31],
ranaktocnManuagosom, cuanupgosom, tvn Il, nerkoe orpy-
6neHne 4yepT nuua — npu GM2-ranrnnosunpose, tun ll.
Y nauMeHTOB C JaHHbIM 3a60/ieBaHneM TaKXKe BbigBAAET-
Cq renatocnineHomMeranums.

MynbTUANCUUNAMHAPHbBIV NOAXOA K HabntoaeHnto pebeH-
Ka Ha MepBOM rojdy *WU3HW, KOMIMIEKCHOe o6cnefoBaHue
nauueHTa, a TaKXXe CBOEBPEMEHHOE HanpaB/ieHWe Ha KOH-
CynbTalMIio Bpaya-reHeTuKa NnoMoXeT B JOCTaTO4HO KOPOT-
KWe CPOKW YCTaHOBUTb TOYHbIM JMArHO3 HacieLCTBEHHOro
3a60neBaHUs, OKasdaTb HEOO6XOAUMMYID MOMOLULb PeBGEHKY
W ero cembe.

3AK/TIOYEHUE

GM2-raHrnMo3naos, T™Mn | — peaKkoe HacneacTBeHHoe
3aboneBaHne M3 rpynnbl IM30COMHbIX 60/1I€3HEN HaKonne-
HUWS, KOTOPOE TEM HE MEHEE C BbICOKOM YacTOTOW BCTpeYa-
€TCA B HEKOTOPbIX 3THUYECKMX rpynnax. OCHOBHbIMU KiK-
HWYECKUM MPU3HaKaMK, MO KOTOPbIM MOXHO 3anofo3puUTb
Hannuyne GM2-raHrnMo3unpo3a, TMn | Ha paHHWX cTagusx,
ABNSAIOTCH 3a[EPIKKa U perpecc MOTOPHOro Pa3BUTHUS, CHU-
eHne peaKumu pebeHKa Ha BHELWHIOW cpedy ¢ nocneayto-
LWMM MOBbllEeHWEM BO36YAMMOCTU U peaKLn Ha 3BYKOBbIE
pasapaxutenn, auddysHas MbllevyHask TMNOTOHUSA, CUM-
NTOM «BULIHEBOW KOCTOYKW» Ha MMa3HOM [HEe, BbiSBASEMbIN
npu obTaNbMOCKONUKU. PaHHASA AuMarHocTuka 3aboneBaHus
NOMOXeT nogobpatb HEO6XOAUMMYIO CUMMNTOMATUYECKYIO
Tepanuio, TaKTUKY HabnioaeHnsa pebeHKa, a TaKxe oKkasaTb
cemMbe HeOBX0AMMYI0 MEAUKO-FeHEeTUYECKY0 NoMOolLLb, Npe-
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BAKLIMUHOMPO®UNAKTUKA
POTABUPYCHOWN UHDEKLUUU Y AETEN.
MeToanyecKue peKkoMmeHaauum

M.: Meanatpb, 2020. — 48 c.

BMETO,EI,VI‘-IeCKVIX peKoMeHaLmax noapo6HO OMUCHIBAIOTCH 0COBEH-
HOCTW, 3MUOEMUONOTMYECKUE [aHHble, a TaKKe naToreHes pas-

BUTWUS POTaBMPYCHON MHbEKUMK. lNpeacTaBneHa pa3BepHyTas KapTu-
Ha KJIMHUYECKMX MPOSIBNIEHWI, @ TaKXe BHEKMILEYHbIX OC/IOMKHEHUN.
O60CcHOBaHbl HEOBXOAMMOCTb M TaKTUKa creuuduryeckon npodunak-
TUKM, NpeAcTaB/ieHa XapaKTePUCTUKA BaKLMHbI NPOTUB POTaBUPYCHOWM
MHbeKUMKU. MpruBeaeHbl MPaKTUYECKUE PEKOMEHAALMM MO NpoBefde-
HUIO UMMYHW3aLMK, YKa3aHbl CXeMbl BBEAEHUS BaKLWMHbI B 3aBUCK-
MOCTM OT BO3pacTa M COCTOsiHWA nauueHTa. OnpeaeneH Becb KOM-
NJeKc Mep, HanpaB/IEHHbIX Ha COKpalleHne GpeMeHM POTaBUPYCHOWN
MHPEKLMM Ha nnaHeTe, pEKOMEHAOBAHHbIN 3KcnepTaMn 1 BcemumpHon
opraHv3sauunen 3gpaBooxpaHeHns. PekomeHaauumn paspaboTaHbl Npo-
deccunoHanbHbiMK accouunaumamm — Coto3oM neanatpoB Poccuu,
HauunoHanbHOM accounaLmen CNeELManMCTOB NO KOHTPOSO UHPEKLINNA,
CBSI3aHHbIX C OKa3aHWeM MeAMLIMHCKOM nomouin, u EBpo-A3nMaTcKkum
061LECTBOM MO MHOEKLIMOHHBLIM 6OIE3HAM.

PekoMeHfaumMM npeaHa3HayveHbl A9 NPaKTUKYIOLWKMX Bpadven-ne-
AMaTpOB, HEOHATO/OrOB, aN/1IeProsIoroB-MMMYHOSIOMOB, IETCKUX MHbEK-
LIMOHMCTOB, TracTPO3HTEPOSIOrOB M 3MNWAEMWONOrOB, Bpaven oblien
NPaKTUKKW, MEAULIMHCKUX CECTEP, a TaKKe 06y4aloLlnXCs B opaMHaType
W CTYAEHTOB MEAMLIMHCKUX BY30B.
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