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0O6ocHoBaHMe. [InarHoCTuKa MSIrKon ¢opmMbl MyKornoaucaxapugosa | tuna (MIC 1) — cuHapoma Lllevie npeactaBnsieT
TPYAHOCTU B CBSA3M C HECNELUUPUIECKMMM MPOSIBAEHMAMU 60/1€3HU. [Tpy 3TOM paHHee BbisiBAeHME 3ab0/eBaHUs MMeeT
KPUTUYECKOE 3Ha4YeHWe /151 CBOEBPEMEHHOI0 Havasaa Tepanuu U MOBbILEHNS KayecTBa XKM3HU naumeHToB. OnucaHue
K/IMHWYecKoro cay4asi. Manbuuk 1. ¢ HEOTAroweHHON HacneACTBEHHOCTbIO C MEPBbLIX MECSLEB XU3HU Habsogancs
HeBPOJIOromM Mo MOBOAY MbILIEYHON rMNOTOHMK. [Tpn BBEAEHMM PMKOpMa B Bo3pacTe 6 Mec y pebeHKa oTMedyeHa ybbliib
mMacchl Tesia, B CBSI3N C YeM 06paTUINCh 3@ KOHCY/AbTalMuen K neanatpy. PeKomeHa0BaHO A0OMOIHUTEIbHOE 06C/ie[0BaHMe.
[10BTOPHO KOHCY/IbTUPOBaAH HEBPOJIOIOM, HapsiAy C MbILLEYHON rMNOTOHMEN OTMEYeHa 3a4epKKa MOTOPHOro pa3sutus. o
peKoOMeHAaLmnn Bpada-reHeTMKa BblfoJHeHa d9H3MMOANArHOCTUKa (M0 CyXUM MSTHAM KPOBM), BbISIBEHO PE3KOE CHMKEHME
aKTMBHOCTH anbda-L-uaypornaassl — go 0,02 MKMmonb/n (pepepeHcHbie 3HavyeHnsa 1,0—-25 mkmonbs/n). MNpu ogHOMEPHOM
3NeKTpogopese MUKO3aMUHOIIMKaHOB MOYM BbiSIBIEHA 3KCKPEUMs AepMaTaHcyibdaTa, renapaHcyibdata, XOHAPOUTHH-
cynbpata. MeTogom npsiMoro aBTOMaTU4eCKOro CEKBEHMPOBAHUS NPOoBeAeH aHann3 3K3oHa 2 reHa IDUA. O6Hapy»KeHb!
paHee ornucaHHbIN natoreHHbin BapuaHT ¢.208C>T (p.GIn70Term), yHacie[0BaHHbIM OT OTUa, U paHee OrnucaHHbIN BapnaHT
¢.250G>A (p.Gly84Ser), yHacnenoBaHHbIN OT Matepu, B KOMIayHA-retepo3nroTHOM COCTOSIHUM. 10 JaHHbIM Y/1bTpa3ByKoO-
BOro ucciaefoBaHnsi opraHoB GPIOLLIHOM MOJIOCTH BbiIBAEHa AedopMaLns KeAYHOro ny3bips, no AaHHbIM 3XOKapAuorpa-
Pun — npuKnanaHHas peryprutauus MUTPaabHOro U TPUKYCAUAaabHOro KnanaHoB. [10 AaHHbIM Jly4eBbIX MCCIeA0BaHUi
oTMeYaIMCb MUHUMAaJIbHble U3MEHEHUSI KUCTEMN, Ta306€4pPEHHbIX CYCTaBOB, LUEHHOro oTaesna MNo3BOHOYHMKA. 3aK/IloYeHHne.
PaHHee BbissBneHue MIIC | umeeT BaxkHOe 3Ha4YeHHUe 41 CBOEBPEMEHHOIO Havyasaa Teparnuu u rnoBbILLIEHUS] Ka4eCcTBa KNU3HN
naumeHToB. C 3TOM LIE/IbIO M Y4UTbIBAS LUMPOKMIA CIIEKTP CUMITOMOB npu MSArkux g¢opmax MIIC | Heob6xoauMmMo MnoBbIllaTh
0CBEeAOMJIEHHOCTb MEAMLIMHCKMX PabOTHMKOB O AaHHOM natoiormn. Heobxoanmbsim SBASIETCS BHEAPEHME MHOIOYPOBHEBOIMO
rnoaxoAa K AMarHOCTUKeE, BK/TIOYaIOLEro KaK KIIMHNYEeCKUe, TaK M 1abopaTopHbie METOAbl NCCe0BaHMS.

Knro4eBblie cnoBa: MyKkoroamcaxapmaos | tuna, cuHapom Lene, KIMHUYECKUI cay4an, AnarHocTmka
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Hypkosa H.B., Bawakmaase H.[., KeHuc B.M., Koctnk M.M. lnarHoctuka cuHapoma Llere B paHHeM AETCKOM BO3pacTe: Kin-
HUYEeCKMM cnydan. Boripockl coBpemerHou neamatpun. 2025;24(3):210-219. doi: https://doi.org/10.15690/vsp.v24i3.2919

OBOCHOBAHME depmeHTa NPOUCXOAUT HAKOMIEHUE B TKaHAX W KeTKax

Mykononucaxapugo3d | tuna (MINC |) — HacneacTBek- aByx Tunos NAI — gepmataHcynbdarta U renapaHcynboa-
Hoe 3aboneBaHWMe C ayTOCOMHO-PELLECCUBHbLIM TUMOM Ta — C pa3BUTUEM NLEBOro gucmopdumama, renartocrnie-
HacnefoBaHUS, Bbl3BaHHOE MaTOreHHbIMW BapuaHTamu HOMEranuu, nopaxkeHnem cepaua, AblxaTelbHOM CUcTe-
reHa IDUA [1]. MocneaHnn KoanpyeT TM30COMHbIN depMeHT Mbl, OpraHa 3peHns, USMEHEHUAMU CKeJleTa, NosBIEHUEM
anbda-L-naypoHnaasy, y4acTByOLYO B KaTabonu3me riu- HEeBPONOrMYyecKon cuMmnToMaTtnkm [1, 3].
Ko3amuHornnkaHos (FAl) — OCHOBHbIX KOMMOHEHTOB BHe- MMC | — 310 naHaTHMYecKkoe 3aboneBaHue, pacnpo-
KNETOYHOr0 MaTpUKca, ob6ecrnedynBaloLLMx aaresunito Mexay CTpaHeHHOCTb KoToporo coctasnsier 1 Ha 100 Tbic. HOBO-
KneTkamu [2]. B pe3ynbrate CHWXEHUS aKTMBHOCTM 3TOro poxaeHHbix [1, 4]. B 3aBMCUMMOCTHM OT BO3pacTa MaHudecTa-



UMW U CTEeNEeHU BbIPaXKEHHOCTU KIMHWUYECKUX NPOSIBAEHUN
BblgensatoT Tpu dopmbl MIIC I: cuHgpom Typnep (MPS IH —
Taxenasa gopma), cuHapom lypnep — Wene (MPS IHS — npo-
MeXyTo4yHasa dopma), cuHgpom Lene (MPS IS — nerkas
dopma). PacnpocTtpaHeHHOCTb cuHApOMa [ypnep coctaBnsiet
0,76, cuHapoma lypnep — Wene — 0,24, cuHgpoma Llene —
0,07 Ha 100 TbiC. HOBOPOXAEHHbIX [4]. Bo3pacT MaHupe-
CTaUMW KIIMHUYECKUX MPOSBNEHWUM CUNbHO BapbupyeT — OT
nepBbIX MECALEB XU3HKU A0 60J1ee NO3AHEr0 Bo3pacTa (cpea-
HWUW BO3pPAacCT MOSIBJIEHUS NEePBbIX CUMNTOMOB 6ONE3HU —
5,4 roga) [2, 3]. Bpemsa pge6iota 3aboneBaHus 3aBUCKUT OT
BapuaHTa HyK/eoTMAHOM 3ameHbl reHa IDUA, ocTaTo4yHOM
aKTMBHOCTM depmeHTa anbda-L-naypoHnaassl, BANSAHUSA MK-
reHEeTUYECKMX U BHELWHUX aKTopoB cpedbl (06pa3 XM3HH,
exeaHeBHas aKTMBHOCTb, MUTaHWE, B TOM Yncie obecneyeH-
HOCTb BUTAMMHaAMKU U MUKPOINEMEHTamu) [2].

CuHapom [ypnep xapaKtepuayeTcs paHHUM Ha4yanioM Kiu-
HUYECKUX NposiBieHnn [5]. B Takux cryyasx 6e3 natoreHeTm-
4YecKon Tepanuu, BKJYaouwen pepmMeHTo3amMeCcTUTeNbHYIO
Tepanuto (P3T) 1 TpaHCcNNaHTaUMIO FreMOMNO3TUYECKUX CTBO-
nosbix Knetok (TFCK), npoucxoanT GbICTPOE MPOrpeccupo-
BaHWe 3ab0/ieBaHKs C NoparKEHUEM LIEHTPaNbHOM HEPBHOM
cuctembl (LUHC), cepae4yHo-coCcyamcTon, KOCTHO-CYCTaBHOM
U AbixatenbHon cuctem. M paxe nocne TICK, ocob6eHHO
npu ee NpPoBeAeHWM B BO3pacTe cTaplue 2 neT, MoryT oTMe-
YaTbCs UHTENNEKTYaNbHblE HAPYLUEHNUS, XOTA U 3HAYUTENBHO
MeHee BblpaXXeHHble, YeM MpU OTCYTCTBUMU JevyeHus [6].

[onrocpo4yHoe HabnwogeHne 3a 25 naumeHTamu ¢ CUHAPO-
MoM [ypnep (MHTepBan HabnwogeHus — 7-33 roga) noka-
3as0, YTO NCUXUYECKME HapylleHUs pa3Buatotcs y 68%, us
HUX genpeccua — y 13 yenosek (B Bo3pacte 13-31 roaa),
rMNEePaKTUBHOCTb U CUHAPOM AeduumTa BHUMaAHUSA OTMeYe-
Hbl y 4, OCTpble NcuxoTU4eckune anmnaoabl — y 3 [6]. OueHka
WHTENNEeKTa no wkKane BeKkcnepa y 16 nayMeHToB BbiBMAA,
4TO WMHAEKC paboyer namatu (megnaHa — 69,5 6anno.)
U MHIOEKC CKOpPOCTM 06paboTKM (MeamaHa — 65 6ansoB)
OblIN HWXKEe 3Ha4YeHUM MHAEeKca BepbasibHOro MOHUMaHWs
(MeanaHa — 79 6annoB) M MHAEKCA NePLENTUBHOIO Paccyx-
neHuns (megmaHa — 74 6annos) [6].

bonee wmsarkue deHotunel MMC | (cuHgpom Llene,
[ypnep — Lene) otnnyatotca oT cuHAapoma [lypnep oOTcyT-
CTBMEM KOTHUTUBHbLIX HapyLEHWI, a TaKKe 60/1ee NO34HUM
BO3pacToM MaHudecTtauun 3abonesaHus [7]. OgHako npu
cuHgpome [ypnep — Llene TaxecTb COMaTUYECKUX Mpo-
ABNEHUN Boniee BblpaxKeHHas, YyeM npu cuHapome Llewe.
KnuHuyecKkasa KapTuHa MArkux Gopm xapaKktepusyetcs Mea-
NEHHbIM NPOrPecCUpPoOBaHUEM, COXPAHHbLIM MWHTENIEKTOM
N NoparKeHNeM NPEeUMYyLLECTBEHHO OpraHa 3peHus, ONOPHO-
ABUraTenibHOM U cepaeyHo-cocyancTon cuctem [8].

MN3y4eHUI0 reHOoTUN-PEeHOTUNMMUYECKUX KOPpEenaunn npu
MIIC | nocBsWEeHO HeCKONbKO uccnegosaHmn [9, 10]. Y 60b-
LUMHCTBA MaLUMEHTOB C TAXKefon GOpMOW BbIsiB/IEHbl HOH-
CEeHc-BapuaHTbl Ha OAHOM MM oboux annensax reHa IDUA,
B TO BPEMS KaK MWCCEHC-BapWaHTbl MM BapuaHTbl canTa
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Scheie Syndrome Diagnosis in Early Childhood: Case Study

Background. Diagnosis of the mild form of mucopolysaccharidosis type | (MPS ) — Scheie syndrome — can be problematic due to its
non-specific manifestations. However, its early detection is crucial for the timely therapy initiation and for improving patients’ quality
of life. Case presentation. Boy P. with unremarkable medical history was observed by neurologist due to muscle hypotension from the
first months of life. The child had decrease in body weight after implementation of supplemental feeding at the age of 6 months, thus,
they have administered to pediatrician. Further examination has been recommended. He was re-consulted by neurologist due to muscle
hypotension, delayed motor development was noted. Enzyme diagnosis (dry blood spots) was performed according to geneticist recom-
mendation: significant decrease in alpha-L-iduronidase activity was detected — up to 0.02 pmol/L (reference values 1.0-25 pymol/L).
One-dimensional electrophoresis of urine glycosaminoglycans has revealed dermatan sulfate, heparan sulfate, chondroitin sulfate
excretion. The analysis of exon 2 in the IDUA gene was performed via direct automatic sequencing. Previously described pathogenic
variant ¢.208C>T (p.GIn70Term) inherited from child’s father and previously described variant c.250G>A (p.Gly84Ser) inherited from
the mother were revealed in compound-heterozygous state. Ultrasound examination of the abdominal organs has revealed gallbladder
deformation, echocardiography — paravalvular regurgitation on the mitral and tricuspid valves. Minimal changes in hands, hip joints,
and cervical spine were noted according to imaging studies. Conclusion. Early diagnosis of MPS | is crucial for timely therapy initiation
and patients’ quality of life improvement. In this regard and considering wide range of symptoms in mild forms of MPS |, it is necessary
to increase the awareness of medical workers about this pathology. Moreover, we should introduce a multi-level approach to diagnosis,
including both clinical and laboratory research methods.
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Clinical Observation
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KnuHunyeckKoe Ha6noaeHue

crnnamncuHra, Kak npaBuio, NPUBOAAT K 6onee nerkum ¢dop-
MaM 60/1e3HM.

AHann3 BapuaHTOB HYKIEOTUAHbIX 3aMeH reHa IDUA
y nauuneHtoB ¢ MIC | B Poccun nokaszan, 4To y naumeHToB
¢ cuHgpomom Ilypnep (n = 157) Haubonee pacrnpocTpa-
HEHHbIMW COYETAHUSAMM HYKNEOTUAHbIX BapWaHTOB Oblu
¢.[208C>T]/[208C>T] (43%), ¢.[208C>T]/[1205G>A] (7%)
n c.[187C>T]/[187C>T] (4%) [11]. B o6Liern cnoxHoOCTH cpe-
¥ NAUMEHTOB ¢ MArKMM deHoTunom (n = 49) 71% Gbinu rete-
PO3UIOTHLIMM MO «HYNEBOMY» U MUCCEHC-BapuaHTy, a 14% —
FOMO3UIOTHBIMU NMMG0 KOMMayHA-reTePO3UrOTHBIMK MO ABYM
MucceHc-BapuaHTam [11]. OgHaKo coobuwianocb O chayvasx,
KOrAa NauWeHTbl AeMOHCTpMpoBanu GEeHOTUN, OTAIMYHBIA OT
oXuaaemoro [9, 12].

AHanuM3 paaHHbix 538 nauueHToB U3 peructpa MIC |
(380 naumeHToB C TaKeNnbiM 1 158 — ¢ MArkum hbeHoTUNnom)
nokasas, 4TO HM Y OAHOro U3 MauMEHTOB C MArKUM deHo-
TUNOM HYK/IEeOoTUAHble BapuaHTbl reHa IDUA He npuBoauau
K HapYLIEHWIO TPAHCKPUNUMK unun TpaHenaumm [10]. Mpu aTom
95,6% NaLUMEHTOB C MATKUMW KIIMHUYECKUMU NPOSIBAEHUAMU
MTIC | umenu xoTs 6bl 0ANMH MUCCEHC-BAPUaAHT, KOTOPbI 06e-
crneymBaeT Hanu4yme MUHUMaNbHOM OCTaTOYHOM aKTUBHOCTHU
anbda-L-naypoHunaasbl [10]. OgHako Heo6XxoAMMO C OCTO-
POXKHOCTbIO MHTEPMPETUPOBATL NMPOrHOCTUYECKOE 3HAYeHUe
MUCCEHC-BapuaHToB reHa IDUA, NOCKOJIbKY MHOTME U3 HUX
[LOCTaTO4YHO peaKue n MoryT Bbi3biBaTb GOpMUpPOBaHME pas-
NINYHBbIX PEHOTUMOB Aa)Ke B FOMO3UIOTHOM COCTOSIHUM. ITH
BapuaHTbl reHa Hy)KaatoTcs B 6ofee AeTanbHOM M3yYeHUU
“ npoBefeHnn GyHKLMOHaNbLHOro aHanusa [10].

Kaabin naumeHT ¢ MIMC yHUKaneH B OTHOWEHWW NOPSA-
Ka NposiBNEHWS CUMMTOMOB, WX 3BOMIOLMM W MPOrpeccu-
poBaHus [8]. MynbTUCUCTEMHOCTb MOPaXKeHUs onpegenser
HEOoBX0AMMOCTb MEXAUCLMMNIMHAPHOIO noaxofda K Habinto-
[IEHVIO KaK aeTen, Tak 1 B3pochbix ¢ MIC . Monumopdnam
KIMHWYECKMX MPOSIBIEHUI, XapaKTEPHbIN ANS MHOMMX 1n30-
COMHbIX 60ne3Hen HakonneHus, B ToM 4yucne u ana MIIC,
CYLLECTBEHHO 3aTpyaHseT anddepeHumanbHyo AMarHoCTuKy
3TMX 6onesHen. Ana anarHoctnkm MIC | ucnonb3ytotesa cne-
aylowme nabopaTopHble MeToAbl: uccnegoBaHue cnexktpa Al
B MOYe W onpegeneHne aktuBHocTh anbda-L-ngypoHnaassl.
3aBeplalowmMmM atanoM ANMarHOCTUKK ABNSETCS MONEKYNsp-
HO-reHeTUYecKoe uccnegoBaHMe — MOJHOE CEKBEHUPOBa-
Hue reHa IDUA [12, 13]. PaHHa9 AMarHOCTMKa MNO3BONSET
CBOEBPEMEHHO HayaTb NeYeHne, HanpaB/ieHHoe Ha 3ames-
NleHne nporpeccupoBaHusa 3aboneBaHns W yaydlleHue
KayecTBa W3HU. B HacToswee Bpemsa ana nedveHns MIC
opo6peHbl @3T u TICK. Ans nauMeHToB C Tsxenon ¢op-
mMon (cuHapom lypnep) pekomeHgoBaHa TICK ¢ BO3MOXXHOWM
nocnegyowen ®3T, a Ang Ne4YeHUs NaLUEHTOB C MATKMMMU
dopmamn — O3T [13, 14].

Huke npeacTtaBneHO oOnMMcaHWe KIMHUYECKOro cnyyas,
oTpaatollee COXKHOCTb PaHHEN AMArHOCTMKWM CUHAPOMa
LLlene, He nmeloWero SpKnx GEeHOTUMUYECKUX MPOSBIIEHNUN,
yKa3blBaOWMX Ha HanuM4yme pearon HacnenCcTBEHHOM naTo-
Noruun.

KIMHUYECKUIA NPUMEP

O nauueHTe

Mpo6aHg Tl., ManbyuK, OT NepBON OGEPEMEHHOCTH,
npoTeKkaBlen Ha GOHe MWUOMUKU, Yrpo3bl NpPepbiBaHUsA Ha
15-11 Hep, oTpuuaTenbHOro pesyc-daKkrtopa y maTepu, B CBSI-
31 C YeM NPOBOAMNIOCH BBELEHWE aHTUPE3YCHOro UMMYHO-
rno6ynuHa Ha 30-1 Hepd rectaumu. Poabl nepBble, CPOYHbIE
(Ha 39-40-1 Hepn), camocToATeNbHbIe. [py poXKAeEHUN Macca
Tena pebeHka — 4050 r, aAnnHa — 58 cMm, oLeHKa Nno wkKane
APGAR — 8/8 6annoB, 3aKkpuyan cpagsy. BeinucaH Ha 4-e cyT
¢ Maccon 3920 .

HacneactBeHHbI aHamHe3. HacneacTBEHHOCTb MO BPOXK-
[LEHHbIM MOPOKaM pPasBUTUSA, XPOMOCOMHbLIM aHOManusm,
60NE3HAM HAKOMAEHUS U APYrMM HacneaCcTBEHHbIM 6051e3-
HSIM He oTsrolleHa.

AHamHe3 3aboseBaHusi. C NepBblX MECSLEB XW3HU
Habnogancs HeBPOAOroM Mo NOBOAY MblLLEYHON FMMOTOHMMK.
Mocne BBeaeHus MpuMKopMa B Bo3pacte 6 Mec y pebeH-
Ka oTMevyeHa ybbinb Macchbl Tena (100 r), B CBSI3U C 4eM
06paTWNnCb 3a KOHCynbTauuen K neguaTpy, pPeKoMeHgo-
BaHO JonofnHuTenbHoe ob6cnegoBaHue. KoHCynbTMpOBaH
HEBPO/IOrOM, OTMEYEHbI MblleYHas TMNOTOHUS U 3adepKKa
MOTOPHOIO pa3BuTUS (pebeHoK He cuaen). PekomeHgoBaHa
KOHCyNbTaLMUs Bpaya-reHeTMKa. PaHHee MCUXOMOTOpHOEe
pa3BuTHE: AeprKan ronosy ¢ 2—2,5 mec, nepeBopaynBancs
Ha XMBOT ¢ 3-4 Mec, nonsan nNo-nnacTyHCcKu ¢ 6,5 mec,
cen W Havyan nonsaTtb Ha 4YeTBepeHbKax ¢ 8,5 mec, BcTan
y onopbl B 9,5 mMec, xoann BAoAb onopbl ¢ 11 mec. Jlenet
¢ 10-11 mec.

B Bo3pacte 9 Mec BnepBble OCMOTPEH BPayOM-reHeTH-
KOM. KAMHMYECKM BbISIBNEHbI Nlerkas 3afjepyKka MOTOPHOro
pa3BUTUS U Malible aHOMannn Pas3BUTUS: BbICOKMI N106, ner-
KWW TMNepTenopuam rnas, anMKaHT, HU3KOPACMNONOKEHHbIe
YIWHbIE PAKOBWHbI, paclunpeHne NynoYyHoro Konbua (puc. 1).
BblinonHeHa 3H3MMOANArHOCTUKa (onpeaeneHne akTMBHOCTH
anbda-L-naypoHnaassl B Cyxmx NATHaX KPOBM): BbISIBIEHO pe3-
KOe CHWXXeHWe aKTUBHOCTU dpepmeHTa — a0 0,02 MKmMonb/n
(pedepeHcHble 3HaveHns 1,0—25 MKMONb/N), XapaKTepHoe
ana MMC |. NMpoeeaeH anektpodopes Al MouK, No pesynb-
Tatam KOTOPOro 06HapyKeHa NoBblEeHHas 3KCKpeLus rena-
paHcynbdaTa, aepmaTtaHcynbdaTta M XOHAPOUTUHCYNbdaTa.
KoHueHTpauma Ml B movye — 32,2 Mr/MMoSib KpeaTuHUHA
(pedepeHcHble 3HaveHusa 3,3-40,0), nepmataHcynbdata —
33,25 MMONb/MONb KpeaTuHWHa (pedepeHcHble 3HaYeHus
0-45), xoHaponTuHecynbdata — 10,12 MMO/b/MONb KpeaTu-
HUHa (pedepeHcHble 3HavyeHna 0—50), renapaHcynbdata —
3,29 MMONb/MOMIb KpeaTuHUHa (pedepeHCHble 3HaYeHus
0-3). MeTogomM NpPsSIMOro aBTOMATUMYECKOro CEKBEHWPOBa-
HWS NPoBeAeH aHanM3 3k3oHa 2 reHa IDUA (NM_000203.5):
06HapyKeH HyK1eoTuaHbIM BapmaHT c.208C>T (p.GIn70Term)
B reTepo3nUroTHOM COCTOSIHMM, onucaHHbIM B Human Gene
Mutation Database (HGMD; https://www.hgmd.cf.ac.uk/)
KaK natoreHHbin (CM930424), a TaKkKe HYKNeoTUAHbIN Bapu-
aHT ¢.250G>A (p.Gly84Ser) B reTepo3uUroTHOM COCTOSIHWUM,
onucaHHbiM B HGMD Kak natoreHHbin (CM1310271). bbin
BbIMOJ/IHEH CerperaumMoHHbIl aHanu3 — poauTensM npo-
6aHAa MEeTOAOM MPSAMOro aBTOMATMYECKOro CEKBEHMpPOBa-
HUSA MPOBELEH MOMUCK BbISB/IEHHbLIX BapuaHToB reHa IDUA:
y MaTepu obGHapyxeH BapuaHT c.250G>A (p.G1ly84Ser)
B reTepo3nMroTHOM COCTOSIHMM, Y OTL@ — BapuaHTt c.208C>T
(p.G1n70Term) B reTepo3MroTHOM COCTOSIHUM.

B Bospacte 11 Mec npobaHf Haxoauncs Ha obcneno-
BaHWW B neavaTpuyecKom OTAeneHuM oB6nacTHOM AETCKOM
KIMHUYECKON 60/bHULbI. OCMOTpeH odTanbMONOroM, OTO-
PUHONAPWMHIONOMOM — MaTONOrMK He BbiiBAEHO. [eTCKMK
3HAOKPMHONOr OTMEeYan BbICOKOPOCIOCTb U IETKy0 6ENKOBO-
3HEpPreTMyecKyto HeAoCTaToO4HOCTb. BbiMoNHEHa Urofbyatas
3fIeKTpoHeNpomMunorpaduss — natonormn He BbisiBAEHO. o
[JaHHbIM axoKapauorpadum: MUTPanbHbIR KnanaH — NpuKkna-
naHHas peryprutaums, TPMKyCnuaanbHbiv KnanaH — npuKkna-
naHHasa peryprutaums. BbinofiHeHa MarHUTHO-pe30HaHCcHas
Tomorpadusa (MPT) ronoBHOro Mosra W LWEWHOro oTaena
NO3BOHOYHWKA — MaTONOMMKN He BbISIBAIEHO. YbTPa3BYKOBOE
nccnepoanue (Y3W) opraHoB 6ptoLLIHOM NOAOCTU — BhiiBNE-
Ha aedopmaums Ken4yHoro ny3bips.

B Bo3pacte 1 roga no gaHHbIM O6LEKTUBHOIO OCMOTpa
BpPa4yoM-reHeTMKOM pocT pebeHka — 83 cMm (z-score 2,98;
99,9 nepueHTMNb), macca Tena — 10,83 Kr (z-score 0,92;



Puc. 1. NMauwneHT ¢ cuHapomom Levie B BodpacTe 5 mec (A), 9 mec (B) 1 Ha MOMEHT NocTaHOBKM AnarHo3a B Bo3pacTe 1 roga (B)

McTouHuK: ByunHcKkasa H.B. 1 coaBT., 2025.

Fig. 1. Patient with Scheie syndrome at the age of 5 months (A), at the age of 9 months (b) and at diagnosis at the age of 1 year (B)
Source: Buchinskaya N.V. et al., 2025.

82,1 nepueHTUib), MHAEKC Maccbl Tena (MMT) — 15,5 Kr/m?2
(z-score —1,0; 16-1 nepueHTUIb). OTMeYaeTca BbICOKOPOC-
JI0CTb, TOHYC MbIWL, AUDDY3HO CHUMKEH, TMNEePMOBUIbHOCTb
CYCTaBOB, I'MNEepP3aNacTUYHOCTb KOXM, fonmxouedanmyeckas
dopma 4epena, OKPYXHOCTb ronoBbl — 49 cm, 60/blUON
POAHMYOK 3aKpPbIT, YHEPEMHbIE LWBbI COMKHYTbI. JJIMHHAs LWwes.
BbicoKasi rpaHuua pocta BOJIOC Ha NGy, rMnepTenopuam
rnas, rmasHas Weflb HECKONbKO YA/IMHEHA, NepuopbuTanbHas
NMacToO3HOCTb, LIMPOKas YMJOWEHHas nepeHocuua, nyxible
LEKM, NEPUOANYECKM MPUOTKPLIT POT. OKPYKHOCTb FPyAHOM
Knetkn — 49,5-50 cm, pa3BepHyTa HUXHSAS anepTtypa rpya-
HOM KNeTKW. PacwupeHue nynoyHoro Konbla. HapykHble
NoN0BbIE€ OpraHbl PasBMTbl MO MYXCKOMY TUMy. [evyeHb nanb-
nUpyeTcs Mo Kpat pebGepHOn Ayru, cefe3eHKa He nanbhu-
pyetcs. Mpu Tpakuun 3a PyKM [LOCTATOYHO rpynnupyeTcs
B N/J€4YeBOM Mosice M MO3BOHOYHUKE, MbiTAaeTcs cecTb. [pu
BEPTUKANM3aLMK — ONopa Ha NOJIHYO CTOMNY. AKTUBHO TAHET-
Cs K NMpegMeTam Ka[oW PyKoW, nepexnagbiBaeT U3 O4HOM
PYKM B APYryto, UCNONb3YET yKal3aTeNbHbl ecT. BcTaeT Ha
YeTBEPEHbKM, NOM3AET Ha YETBEPEHbKAX, CaaAWUTCS M3 Moso-
KEHUST Ha YeTBEpPEeHbKaX, CamMOCTOSTENIbHO CWUAMT, BCTaeT
y onopbl. Banakunx auddepeHumnpyet. BHUMaTebHO CMOTPUT
B /1La, ynbibaeTca B OTBET Ha ynblOKy. [pOU3HOCKT NieneT-
Hble LenoYKM cnoros. BHewHn Bna npobaHga Ha MOMEHT
KOHCYNbTaUMKM BpavyoM-reHETMKOM MPEeACTaBieH Ha Cepuu
doTorpadum (cMm. puc. 1).

MpepBapuUTenbHbIA AUArHO3
MyKononucaxapuao3d | Tuna, NnpeanonoXuTeNnbHo, Bapu-
aHT Wewne.

AuHamMuKa u ucxopabl

B Bo3pacte 1 roga manb4umK rocnutanuavposaH B HUU
neavaTpuun U oxpaHbl 340pPOBbS AeTen POCCMMCKOro Hay4yHo-
ro LeHTpa xupypruun uMm. akad. b.B. MNetpoBckoro (r. Mocksa).
Mo paHHbIM Y3W opraHoB GPIOLWHOM NOMOCTU: NPU3HAKK yBe-
SIMYEHUST pa3MepoB MEYeHn U ceneseHKkU. PekoMeHaoBaHO
HabnaeHne, Tak Kak napameTpbl GU3NYECKOr0 pa3BUTUS
pebeHKa Bbllle CPeAHUX 3HAYEHUN, a 3HAYUT, MOI10 UMETb
MECTO COpa3MepHOe YyBEJMYEHUE PaA3MEPOB M MEYEHMU,
W ceneseHKn. Ha aneKkTpokapavorpaMMe BbiSiBNE€Hbl pe3Kas
apuTMus (gbixatenbHas) U HenosnHasa 610Kaga NPaBoOM HOX-

KW nydka [Mca, Npu 3TOM 4acToTa cephedHblX COKpalleHUH
B npegenax BO3pacTHON HOPMbI, PUTM CUHYCOBbIW. B cTaum-
OHape npoBefdeHa BpayeGHasi KOMUCCHUS, MO pe3ynbrTatam
KOTOPOW, Y4uUTbIBas TAXKeCTb 60se3HU, NpobaHay PeKOMEH-
[OBaHO MOXM3HEHHOE eXXeHefeNlbHOe BBeAeHWe npenapara
napoHungasa (Anbaypasum). @3T nHMLMMPOBaHa B Bo3pacTe
1 roga 1 mec, NepeHoCMMOCTb YA0BAETBOPUTENbHAs, NO6GOY-
Hble peakuun He 3aperncTpupoBaHbl.

B Bo3pacte 2 netr 2 mec pebeHOK rocnutannusupo-
BaH B HWW neagnatpum u oxpaHbl 300poBbsa geten PHLUX
M. aKaga. b.B. [leTpoBCKOro ans noBTOPHOro o6¢cnenoBaHms.
[aHHble GU3MYECKOro pa3BuTMsS: pocT — 98 cM (z-score
2,83; 99,8 nepueHtunb), macca Tena — 14,6 Kr (z-score
1,28; 90-i nepueHTHIb), UMT — 15 kr/m?2 (z-score —0,61;
27,1 nepueHTUNb). PU3NYECKoe pas3BUTUE AUCTAPMOHUYHOE,
BbICOKOPOC/IOCTb. Jlerkoe orpybfieHre 4ept nunua, BbICOKUI
06, BbICOKas rpaHuLLa pocTa BO0C Ha N16Y. [pyA0NOSCHUYHbIN
Kndo3, pa3BepHyTas aneptypa rpyagHoON KNEeTKU, rpyanMHa YKo-
poyeHa. OrpaHuyeHne otBeaeHus nesoro (30°) u npaBoro
(45°) 6eppa, BanbrycHoe MoJOXeHWe CToM, rMnepMobusib-
HOCTb MeJIKMX cycTaBoB. CnabocTb MbIlL, CAMHBI U XWBOTa,
TEHAEHUMS K KPbIIOBMUAHbBIM loNaTkaMm, TOHYC MbllL, Anddy3-
HO CHMXeH. O6nacTb cepaua He M3MeHeHa, BepXyLleYHblR
TONYOK NIOKanM30BaH B 5-M Mexpebepbe Mo neBon cpea-
HEK/TIIOUYNUYHON NIMHUKU. [PaHWLbl OTHOCUTENbHOW CepaedHOoMn
TYNoCTW: BEPXHSA — 3-e pebpo, npaBas — Mo NpaBoMy Kpaio
rPYAUHBI, NeBas — Mo NeBOW CPEAHEKITIOYNYHOM IMHWUW. TOHbI
cepaua 3BYYHblE, PUTMUYHbIE, HEMHTEHCUBHbIN CUCTONMNYE-
CKMI WWYM B 06/1aCTU BEPXYLIKK cepaua. *KnBOT MATKUN, 6e3-
60Ne3HEeHHbIN, WKWPOKOoe MYrNnoYHOe KOMbLO, NeYeHb y Kpas
pebepHon ayrn. CeneseHka He nanbnupyetcs. Ha Koxe
B 061acTy NpaBoOMi AroauLbl OTMEYaEeTCs y4aCcTOK rMnepnur-
MeHTauumn (HeBYC?) OKPYrnon GopMbl, KOPMYHEBOIrO LIBETA,
2,0 x 1,5 cm. Peyb — eanHM4HblE cnoBa, cnoru. PebeHok
AKTUBHbIN, KOHTAKTHbIN, MHTEPECYETCS UrPYLLKaMM.

®deHoTMNMYECKME O0COBEHHOCTM MaLMeHTa B BO3pacTe
2 net n 2 net 10 Mec npeactaBfeHbl Ha puc. 2.

Mpn o6cnegoBaHnn B BO3pacTte 2 NeT 2 MeC B CTalMOHa-
pe Ha OKI — ymepeHHas CcuHycoBas 6pauKapaus, Henon-
Has 6110Kaga NpaBoOM HOXKM NyyKa Mca. Ha SxoKI: nonoctu
cepaua He pacliMpeHbl, NeperopofKkn WHTaAKTHbI, CTEHKMU
He YTOJLLEHbI, KnanaHbl U KPyMnHble COCyAbl HE U3MEHEHbI.
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Puc. 2. MNaumneHT ¢ cuHapomom Lllere npu auHamuyeckom HabntogeHun: B Bo3pacTe 2 net (A, b) n B Bospacte 2 net 10 mec (B)
McTouHuK: BydnHckas H.B. v coaBT., 2025.
Fig. 2. Patient with Scheie syndrome at dynamic follow-up: at the age of 2 years (A, b) and at the age of 2 years 10 months (B)
Source: Buchinskaya N.V. et al., 2025.

mo6anbHasa cuctonnyeckas QyHKUMS NMPaBoro xenygoyka
no rUNepKUHETMYEeCKoMy Tuny. [uactonuyeckas GyHKUMA
NIEBOTO enyaoyka He HapylweHa. [MobanbHasa U oKanbHas
cucTonnyeckne GyHKUMKM yaoBeTBOpUTEbHbIE. HacocHas
PYyHKUMS cepala aoctatovHas. Y3U 6ptolHON MONOCTH: rena-
TOCMnAeHoMeranus He BbisiBaeHa. 1o gaHHbIM KOMMbIOTEPHOM
TOMOrpacdmm BUCOYHBIX KOCTEN — afieHOUHble BereTauumu.
Mo aaHHbIM 31eKTPOaHLEedanorpadmmn — napoKcuamasnbHas
aKTUBHOCTb He OO6HapyxeHa. KoHcynbTauus odTtanbmono-
ra — runepmMeTpornuyYeckut actTMrMaTuam; HeBponora —
MOTOPHOE W MNCUXOpevyeBOe pPa3BWTME COOTBETCTBYET BO3-
pacTy. KoHcynbTaumsa MeauLUMHCKOro Ncuxosora: BblBAEHbI
TPYAHOCTM B pevMu (3KCNpeccuBHas, UMMpPECCUMBHas peuyb),
MbIWEHUN (HArNsSAHO-AENCTBEHHOE, HarnagHo-ob6pasHoe),
MeNIkon moTopuKe. KoHcynbTauus cypgonora: nartonorus
cnyxa He BbigBneHa. M Al moun B npegenax pedepeHCHbIX
3HaYeHUN.

B Bo3pacTte 2 net 10 Mec No AaHHbIM PEHTreHoornye-
CKOr0 WccneaoBaHWs OTMeYeHbl Hebonbloe yBennyeHue
Lee4yHo-anadmn3apHoOro yrna M auetabynsspHOro MHAEKca,
HOpMasibHas CTPYKTypa KOCTHOM TKaHW Ta30BbIX, 6e4peHHbIX
KOCTEeW, HOpMasjbHasg LWWPMHaA nepelwenka noAaB3A0LWHbIX
KocTewn (puc. 3), ymepeHHoe ytonuweHue gnadusos lll, IV u VvV
NACTHLIX KOCTEN, HE3HA4YMTENIbHOE MCTOHYEHME OCHOBaHMWM
1=V nacTHbIX KocTen (puc. 4). MPT ronoBHOro Mosra u Len-
HOro oTaena NO3BOHOYHWKA MNOKa3ana MUHUMasbHbIE U3Me-
HEHUS B BMAE YMEPEHHOIO CYXEHUS nepeaHero pesepBHo-
ro JIMKBOPHOIO MPOCTPAHCTBA, YTOJMLLIEHWME MSATKUX TKaHen
PETPOOAOHTOMAHOrO NMPOCTPAHCTBA, HE3HAYUTENbHYK TUMO-
nnasuio 3y6oBMAHOMO OTPOCTKa No3BOHKa C2 U ymepeHHoe
CHUXKEHWE BbICOTbI TEN WENHbIX N03BOHKOB C3—-C6 (puc. 5).

Mocne roga nedyeHus pebeHOK npubaBun B POCTE OKOJIO
15 cm™m (puc. 6).

B BospacTte 2 net 10 Mec He HabnogaeTcs Nporpeccmpo-
BaHWs 60/1€3HM C NOPaXKeHUEM cepaeyYHO-COCYANCTOM CUCTe-
Mbl, OPraHoOB 3peHnsa K cnyxa. OTMeYaeTcs NONoXKUTENbHaN
OMHaMMKa KoHLeHTpauuu MAl B MoYe ¢ Hopmanu3alunen aKe-
Kpeuun renapaHcynbdata 4o 0,7 MMONb/MO/b KpeaTUHWHa
(pedepeHcHble 3HavyeHns 0—3 MMOJSb/MOMb KpeaTUHUHA).
CornacHo 3aKIl4YeHnio MeAULIMHCKOro Ncuxonora, oTmeYa-
€TCs NONOXKUTENbHAs AMHAMMUKa NCMXOMOTOPHOIO Pa3BUTUS

C COXpaHeHMEeM TEMMOBOM 3a[€PKKM PA3BUTUSA PeUU U HapPY-
LUEHUK MEeNnKon MOTOopuKKU. OgHaKO y MNauMeHTa OTMEYEHOo
MeAJIeHHOe MNPOrpeccupoBaHne CKeNeTHOW Aucnnasvm —
NosSIBUIUCb NIerkas aCUMMETPUS TPYAHOM KNIETKU, orpaHuye-
HUEe ABUMKEHWIN B Ta306e4pEHHbIX CyCTaBax.

MporHos

[MporHo3 61aronpuUsaTHbLIN B CBSA3M C paHHEN MOCTaHOBKOM
anarHo3sa, Msarkon Gopmon 3a6osieBaH1a U CBOEBPEMEHHbIM
Havanom P3T.

Puc. 3. PeHTreHorpamma Ta306e4peHHbIX CyCTaBOB B NPSIMOW Npo-
eKuuMKn y naumeHTta ¢ cuHapomom Llene, Bo3pact 2 roga 10 mec
McTouHuK: BydnHekasa H.B. n coaBT., 2025.

Fig. 3. Hip joints X-rayin (frontal view) in a patient with Scheie
syndrome, 2 years 10 months
Source: Buchinskaya N.V. et al., 2025.

lpumedaHue. LLleeyHo-anadusapHbii yron (YepHble THUKM) — 145°;
aLeTabynapHbIi UHAEKC (6enble NMHKUK) — 18°, HopMmanbHas WUpKUHa
nepellenka NoAB3A0LWHON KOCTK (6enas NMMHUS CO CTpenKamum).

Note. Collum-diaphyseal angle (black lines) — 145°; acetabular
index (white lines) — 18°, normal width of iliac isthmus (white line
with arrows).



Puc. 4. PeHTreHorpaMmma neBon KUCTU B NPSMOM NPOEKLIUKN Y NaLm-
eHTa ¢ cuHapomowm Levie, BodpacT 2 roga 10 mec
McTouHuK: ByunHcKkasa H.B. 1 coaBT., 2025.

Fig. 4. Left hand X-ray (frontal view) in a patient with Scheie
syndrome, 2 years 10 months
Source: Buchinskaya N.V. et al., 2025.

lMpumeyvaHme. Yron UHKIMHaLUMK NyYEBON KOCTU (Y4epHble IMHUKN) —
15°, ymepeHHoe ytonuieHne guadusos lll, IV 1 V nacTHbIX KocTen
(6enble NMHUKU CO CTPENKaMM), He3Ha4YUTEIbHOE UCTOHYEHME OCHOBA-
HUR -V NACTHbIX KOCTEN (YepPHbIe NMYHKTUPHbIE IUHUK).

Note. Radial inclination angle (black lines) — 15°, moderate
thickening of the diaphysis of Ill, IV and V metacarpal bones (white
lines with arrows), mild thinning of the bases of the 11-V metacarpal
bones (black dotted lines).

BpemeHHas wWKana
XpoHonoruns pa3sutus 6051e3HM nauneHTa [1., ee Knwoye-
Bble€ COObITUS M MPOrHO3 NpeAcTaB/eHbl Ha puUC. 7.

OBCYXAEHUE

[dvarHoctuka 6onee msarkmx ¢opm MIMC | — cuHgpomos
Wewne v lypnep — Wene — npeacraBnseT 60/blUYIO C/OXK-
HOCTb B CBSI3U C HESIPKO BbIParKEHHbIMU GEHOTUMUYECKUMU
NPOSIBNEHUSIMU U OTCYTCTBMEM TSHKENbIX MHTENNEKTYaNbHbIX
HapyLeHWN.

MepBbIMU NPU3HaKaMKn 3a601EBAHUS Y MALIMEHTOB C MSAT-
Knmu dopmamm MIC | Yale BCero BbICTyNatoT FPbIXKK U KOH-
TpaKTypbl CyCTaBOB. [PbIXM AMArHOCTMPYIOT, Kak MpaBuio,
NpW POXAEHWUM NGO B TEYEHME MEPBOrO roAa XMW3HM, Toraa
KaK KOHTPaKTypbl CycTaBOB 06blYHO OGHapyXKMBaOT B BO3-
pacTe cTaplue 2 n1eT U B COYETAHMM C APYTMMU MPOSIBNEHUAMM
3aboneBanus [15, 16]. HeogHOKpaTHO NoKa3aHo, B TOM 4MC-
/1€ U POCCUINCKMMM aBTOPAMM, HTO Y MHOTMX NALMEHTOB C CUH-
apomom Llene nepBoe nposiBneHne 3aboneBaHns — MMEH-
HO natonorus cyctaBoB [17]. Hapsigy € rpbiXkamu (naxoBbiMM
W NyNnoOYHbIMM) U KOHTPAKTypamu CyCTaBOB PacCMpOCTPaHEH-
HbIMW MpU3HaKamu cuHgpoma Lleie aBnsioTcs aHOManuu
cepAeyHbIX KnanaHoB, MOMYTHEHWE POroBMLbl, KapnanbHbIi
TYHHENbHbIW cuHApoM [16]. TakKe B KayecTBe OAHOro M3
YyacTblX KIUMHUYeCKMX nposisneHun MIC | y neten Habnoaa-
€TCH HU3KMIK POCT. XOTS ONMCaAHO MHOXECTBO HacneiCTBEH-
HbIX MPUYUH HU3KOPOCNOCTH, nerkne dopmbl MIC | cnegyet
BK/ItOYaTb B Kpyr guddepeHumanbHoM AMarHoCTUKK y naum-
E€HTOB C 3aJePXKOM pocTa B COYEeTaHuu C NoObIMU APYrUMU
npu3Hakamu MIC |, BKIOYas ynoMsiHyTble Bbllle, a TaKkKe
renartocnieHomeranmen, 4acTbiMM PECNIMPATOPHBLIMU MHODEK-
UMMM, anHo3 BO cHe [18].

B onucaHHOM HaMu KIMHUMYECKOM cnydae y npobaHia
nepBble CMMMOTOMbI 3ab0sieBaHMA GblIM Hecneundu4ecKn-

Puc. 5. MarHutHo-pe3oHaHcHas ToMorpaMmma rosoBHOro Mo3ra v LWerNHOro otaena No3BoHOYHWKa B T1-permume (LeHTpanbHbli carnutranb-

HblM cpe3d) y naLuueHTa ¢ cuHapomom Llere, Bo3pact 2 roga 10 mec

McTouHuK: BydnHckas H.B. n coaBT., 2025.

Fig. 5. Brain and cervical spine MRI in T1 mode (central sagittal section) in a patient with Scheie syndrome, 2 years 10 months

Source: Buchinskaya N.V. et al., 2025.

lMpumevaHne. YMEpPEHHOEe Cy)KeHue nepeaHero pes3epBHOro JIMKBOPHOMO MpocTpaHCTBa (6enas cTpenka), Bbi3BaHHOE nponabupoBaHUeM
nepeaHen CTEHKU CMMHHOMO3roBOro KaHana Ha ypoBHe C1—C2 (6enas NyHKTUPHaN NUHKUS), YTONLWEHNE MSATKUX TKaHEN PeTpooAOHTOUAHOIO
NpOCTpaHCcTBa (YepHas CTpesnika), He3HauYuTeNbHasa runonnasua 3y60BMAHOIO OTPOCTKa NO3BOHKa C2 (KpacHas CTpenka), yMepeHHoe CHUXe-

HWe BbICOTbI TN LWeNHbIX N03BOHKOB C3—C6 (CHHME CTPENKM).

Note. Moderate narrowing of the anterior reserve cerebrospinal fluid space (white arrow) caused by spinal canal anterior walls prolapse at
C1-C2 level (white dotted line), thickening of the retroodontic space soft tissues (black arrow), slight hypoplasia of the odontoid process of C2

(red arrow), moderate decrease in C3—C6 bodies height (blue arrows).
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Puc. 6. PocT pe6eHKa ¢ cuHapomowm LLleie B Bo3pacTte 12 1 24 mec
UcTouHuK: BydnHckas H.B. v coaBT., 2025.

Fig. 6. Height of the child with Scheie syndrome at the age of 12 and 24 months

Source: Buchinskaya N.V. et al., 2025.
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Bo3pacT, NoJiHbIX JIeT U MecsiLleB

lMpumevaHne. KpacHON CTPenKon OTMEYEeHO Havano GepMeHTO3aMeCTUTENbHOW Tepanuu npenapaTom fapoHuaasa. PUCYHOK BbINOMHEH B
rpaduyeckom peaaKkTope Ha OCHOBaHWKU CTaHJaPTHOro rpadrKa Macco-poCTOBbIX NOKa3aTtenen, pa3pabotaHHoro BO3 ans manb4yMKoB B BO3-

pacTte 0o 5 net.

Note. Red arrow marks the initiation of enzyme replacement therapy with laronidase. This figure was created in graphic editor based on
standard graph of mass-growth indicators developed by WHO for boys under the age of 5 years.

MUW: MbllleYHaa rMNoTOHWA U 3aAeprKa MOTOPHOro pa3Bu-
TUS, YTO HE MOMeLano neauaTpy M HEBPOJOTY 3amnogo3puUTb
HacneACTBEHHYID MaToONIOTMI0 M HanpaBWTb MalMEHTa Ha
KOHCY/IbTaLIMIO K Bpayy-reHeTUKY. M 3TO NpUTOM, 4TO MbllLEY-
Has r’MNOTOHMA M TEMMNOBAsA 3aJepHKa MOTOPHOro PasBUTUSA
[Ns nNaumMeHToB ¢ cuHapomom Lleie HexapaKTepHbl, 4TO
[enaet onucaHHbIM HaMW KIMHUYECKWUI Crlydan No-CBOEMY
YHUKabHbIM.

OTHOCHUTENbHO PaHHAS M 6GbiCTPas AMAarHOCTUKA CUH-
ApOMa y Halero nauueHtTa NOATBEPXKAAETCS AaHHbIMMU
71 nauymeHta ¢ MIC |, B OTHOWEHUN KOTOPbIX OblNO
noOKa3aHo, 4YTO CpeAHMK BO3pacT MOABAEHUA MNEPBbIX
cMMnTOoMOB cocTaBnsdeT 5,4 roga (BapbupyeT OT POX-
neHns po 33,8 roga), a cpefHu BO3pacT MOCTAaHOBKM
anarHosa MIMC | — 9,8 roaa (BapbupyeT OT poXKAEHNS A0
54,1 ropa).

Puc. 7. MauueHT [.: XxpoHONOrma passuTns 601€3HU, KNoYEBbIE COBbLITUS U MPOrHO3

Fig. 7. Patient P.: disease course, key events, and prognosis

TemnoBas 3ageprkKa
MOTOPHOIO Pa3BUTUS,

OnddyaHasn onpegenenune cnektpa Al
MbllLEYHas B MOYe, 3H3MMOAMArHoCTUKa,
rMNOTOHMS nouck mytauuu B reHe IDUA

[MporHos
61aronpuUATHbIN,
nepeHocumoctb ®3T
yAOBNeTBOpUTENbHASNA

CuHycoBas aputmus,
6nokapga MHMT,
renaTtocnieHomeranus,
Havyano 3T

0 mec 6 mec 9 mec

TemnoBas 3afepKa
MOTOPHOIO Pa3BUTUS,
nebuumnT Macchl Tena

BbicokopocnocTb, nerkas
6enKOoBO-3HepreTuyecKas
HEeJOCTaTO4YHOCTb

BbICOKOPOCNOCTb, Nlerkas
ACMMMETPUS FPYAHON KIETKU,
orpaHuyeHne JBUKEHUN

B Ta306eapeHHbIX cycTaBax,
TEMMNOBAs 3alepPiKKa pa3BUTUS
peyu, HapyLleHne MENKOM
MOTOPWKHM

lpumevaHune. TAI — rnMko3aMuHornukaHsl; MHMAT — npaBas HOXKa nyyKa Mca; 3T — depmeHTO3amecTUTENbHas Tepanus.
Note. GAGs (FAl') — glycosaminoglycans; RBB (MHII) — right bundle-branch; ENT ($3T) — enzyme replacement therapy.



OcHOBHble XxapaKTepuctukm noatnnos MIC | cornacHo
JaHHbIM NUTepaTypbl NpeacTaBneHbl B Tabnuue. B cpegHem
3afepKKa AMarHoCcTUKM 3aboneBaHns C MOMEHTa NosB-
NIeHUst NepBbIX CMMMOTOMOB cocTaBnsna 2 roga (ot O go
47,2 ropa) [8, 9]. Mo ApyrMM AaHHbIM, CPeAHss 3afepiKKa
MeXay NosiBeHMeM CMMNTOMOB M MOCTAHOBKOW AMarHo3a
markon dopmbl MIMC coctaBnsieT 2,7 roga [19]. Y npo6aHaa
OblN BbIIBNIEH OAMH U3 CaMblX PaCNpOCTPaHEHHbIX BapuaHTOB
reHa IDUA — ¢.208C>T [11]. Bropo# BapuaHT — ¢.250G>A,
0o6GHapYXeHHbIN y pebeHKa, — 6bln onucaH B pabote L. Ou
M COaBT. M pacLEHEH KaK BEPOSATHO-MATOreHHbIM Mo YHK-
LMOHaNbHbIM XapakTepuctnkam [20]. 06a HYKNeOoTUAHbIX
BapuaHTa SBASIOTCA MWCCEHC-MyTaLMsaMK, KOTOpble, Kak
npasuno, HabnwgaTcsa y NaunueHToB ¢ MArKMMK dopmamm
MMC | [9]. Takum o06pa3om, NpeacTaBNeHHOe HaMKU onuca-
HWe NoaTBePKAaeT reHoTUN-GEHOTUMUYECKYID KOPPENSLMIO,
XapaKTepHYIO ANs yKadaHHbIX BapuaHToB reHa IDUA.

XapaKTepHbIMU  PEHTTEHONOrMYECKUMM  MPU3HAKaMM
MIMC y peten aBnsoTca M3MeHeEHU GOPMbl KpblibeB Mof-
B3[OLWHbIX KOCTeM (YMEHbLUEHWE Monepe4yHoro pasmepa
nepeLlenKa no OTHOLWEHKIO K KPblly Ta30BOM KOCTH), B TSXe-
NIbIX CNyYasx NPMBOASLLME K NOSBNEHNIO XapaKTEPHOro Bnaa
Tasza — cuMnToMy «ylleK Mukkn Mayca» [21]. Kpome TOro,
B npoLiecce nporpeccupoBaHms 3abonesaHns bopmupyeTcs
TUMNKWYHas BanbrycHas gedbopmalus NPOKCUMaNbHOMO oTae-
na 6edpeHHbIX KOCTeN, CONPOBOXAAOLWAsACS aucnnactnye-
CKMMU M3MEHEHUAMMU BEPTAYKHOM BNafuHbl (yBeNnYeHnem
aueTabynsipHOro MHAEKca), natepanbHbiM U KpaHWaabHbIM
CMeLLEHMEM FONOBKM 6eAPEHHON KOCTU, MPOrpeccupyownum
NoABbIBUXOM, @ B Hanbonee TaKeNblX cnydyasax — BbIBUXOM
rONOBOK 6efpeHHbIX KOCTEN, UBMEHEHUEM CTPYKTYpPbl KOCT-
HOW TKaHW, B TOM YucCie NPOKCUMaNbHbIX aNMPU30B 6epeH-
HbIX KOCTEN (MHOrAa npuHMMaeMblM 3a 6o0ne3Hb [lepTeca)
[21]. B npeactaBneHHOM HaMK ciydae peHTreHonornyeckas
KapTuHa Tazob6efpeHHbIX CYCTaBOB COOTBETCTBOBanNa BO3-
pacTHOM HOpME, KpoMe HEeBONbLIOro YBENUYEHUS LUEeeYHO-
avadusdapHoro yrna v auetabynsapHoro uHgeKkca. Takxke

OoTMeYeHa HopMainbHas CTPYKTypa KOCTHOM TKaHW Kak Taso-
BbIX, TaK M 6Ge4peHHbIX KOCTEN, PaBHO Kak M HOopMmasbHas
LIMPHHa NepeLlenka NoaAB3AO0WHbIX KOCTEN, YTO HEe NO3BOAS-
110 3aN0403PpUTb NATONOrMYecKoe COCTOSAHWE Ha AaHHOM 3Ta-
ne Te4yeHuns 3aboneBaHus. PeHTreHorpammbl KUCTEN, TUMKY-
Hble Ans nauneHToB ¢ MIC, xapaKTepuayloTcs yMeHbLUEHWEM
3anacTHOrO yrna v yrna MHKIWHaLMK Ny4eBOM KOCTK (HopMa
o 25°). Mpwu nporpeccupoBaHnm 3ab6oneBaHUs yBelnYeHne
3TUX YrMOB MNPMBOAMT K TUMMYHOM YyNbHApHOW AeBuaLuu
Knctu [21]. Y Halwero naumeHTa yrona Hak/ioHa UHKIWHaLUUK
Nly4eBOM KOCTM COOTBETCTBOBas HOPMaNbHOMY 3HAYEHUIO
(15°). O6pauiaet Ha cebs BHUMaHWe HebGOoNbLLIOE yBENUYEHNE
LUMPHHBI AMadU30B MACTHbIX KOCTEN, @ TaKKe He3HauuTeNb-
HOe UCTOHYEHWEe UX OCHOBaHWUM (CM. puc. 4). COBOKYMNHOCTb
3TUX U3MEHEHUN ABNSETCS AOCTATOYHbIM OCHOBaHWEM ANs
NPeanoNOXEHUN O HaIMYMM NIM30COMHOM GONE3HM HaKo-
NNEHUS, HO BbIPaXEHHOCTb M3MEHEHWUIM HaCTONbKO He3Ha-
YyuTenbHa, YTO He MO3BONSET TPAKTOBATbL 3TU MPU3HAKK KaK
OAHO3HA4YHO NaToONOrMyecKue, M fiMlb OMNbITHLIA PEHTIEHO-
10T, 3HAKOMbIN C JIMBOCOMHbLIMU GONE3HAMU HaKOMAEHMS,
CMOET 06paTUTb BHUMaHMWE Ha 3TV NPUBHAKK.

MPT wenHoro otaena No3BOHOYHMKA BbIiIBUNA YMEPEH-
Hble KOCTHble M3MEHEHWS, XapaKTepHble A8 JIM30COMHbIX
60/1e3HEN HaKoMIeHUs (CM. puc. 5), B BMAE HE3Ha4UTeNb-
HOW runonnasuMn 3y6OBMAHOMO OTPOCTKa BTOPOro LIENHO-
ro MO3BOHKA, NPU 3TOM 3y60BUAHbLIA OTPOCTOK AoCTUraet
nepeaHen agyrn Cl, 4TO CBMAETENLCTBYET O MUHWMAbHOM
cTeneHn nameHeHun [22]. Takke onpeaensieTcs MMHUMab-
HOE CHUXEHWE BbICOTbI TES LWEeNHbIX MO3BOHKOB (M1aTUCMNOH-
AUNKS) U HepPaBHOMEPHOCTb MX BbICOTbI (QHWM30CNOHAMANS).
MN3MEHEeHUA CO CTOPOHbI MAMKUX TKaHew B 3TOWM obnacTu
Bblpa*KeHbl HECKOJIbKO 6osblle — genoHupoBaHue Ml npu
MIC NpuBOAMUT K YTONLWEHUIO MATKMX TKAHEN PETPOOAOHTO-
WMAHOr0 NPOCTPaHCTBa (NpeXAe BCEro — nonepeyHom CBas-
KW atnaHTta), NponabupoBaHUIO MATKMX TKaHEN B CTOPOHY
CMMHHOMO3rOBOr0 KaHana, ero CYXeHWi0o U caaBAMBaHMUIO
nepeaHero IMKBOPHOro NpocTpaHcTea. Y OnMcaHHOro Hamu

Ta6nuua. CpaBHUTENbHAsA XapaKTEPUCTUKA Pa3NYHbIX KNMHUYecKnx ¢opm MIIC | [8]

Table. Comparative analysis of different clinical forms of MPS | [8]

MpusHak CuHapowm lypnep Cunapowm lypnep - Lelie CuHapowm Llelie
MNepBble cMMNTOMbI, NeT 0,5 1,9 5,4
BoapacT anarHocTuKu, net 0,8 3,8 9,4

YacTble naToreHHble BapuaHTbl B reHe

o BapuaHThbl.
IDUA (no agaHHbIM €BPONENCKOro P

B 71,4% cny4aeB HOHCEHC-

BapuaHTtel W402X 1 Q70X

B 71,8% MucceHc-BapuaHThbl.
YacTtbl BapuaHTbl: L490P/L490P, P533R/P533R,

peructpa MIC 1) (2] (6onee 50% naumeHTOB) L238Q/W402X
[ypnep-nofo6HbI deHoTun +++ ++ +
Bosneuyenune LIHC (3apgeprkka

NCUXOMOTOPHOO U NCUXOPEYEBOIO +++ +/- _
pasBuTHS)

MHoeCcTBEHHbIN AM30CTO3 ++ + +
TyronoaBM»HOCTb CyCTaBOB ++ ++ ++
[oMyTHEHWE POroBuLibl ++ +

HelpoceHcopHas Tyroyxoctb 2-3-1 cTenexu

1-2- cTenexun 1-% cTeneHun / oTcyTcTBYET

MopaxeHwue cepaua ++ ++ ++
[enatocnneHomeranus ++ + +
CrapTt nevyeHuns 1,4 8,6 17,1

lMpnmeyvaHme. MINC — mykononucaxapuaos; LLHC — ueHTpanbHaa HepBHasa cuctema.

Note. MPS (MINC) — mucopolysaccharidosis; CNS (LIHC) — central nervous system.
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Clinical Observation

N

18

KnuHunyeckKoe Ha6noaeHue

naumeHTa UMenucb OTYETIMBbIE NPOSBAEHUSA AAaHHOTO GEHO-
MeHa, Npu 3TOM nepeaHee JIMKBOPHOE MPOCTPaHCTBO elle
npocnexvBaetcs. MU3MeHeHUss co CTOPOHbI MSAMKUX TKaHew
PETPOOAOHTONAHOIO MPOCTPAHCTBA ABAAOTCA XapaKTepPHb-
MU He TonbKo ang MIMNC — nogo6Hble UBMEHEHUS, B YaCTHO-
CTW, ONMUCaHbl NPK XPOHUYECKOM apTpuTe [23].

3AK/IIOYEHUE

PaHHne npusHaku n cumntombl MIMC | HecneundUyHbI
M pa3HoOobpa3Hbl M MOrYyT yKasblBaTb Ha MHOrMe apyrue
3aboneBaHusl. Kak cneacteBue, naumeHTbl MOryT obpallatbes
K neguatpam, HeBposioram, optoneaam, 3HAOKPUHoMoram,
odTanbmonoram, peBmartosioraM Wan Apyrum crieyuanmcram.
PaHHee BbisiBNeHWe 3abofieBaHUs UMEET KPUTUYECKOE 3Ha-
YyeHue Onsi CBOEBPEMEHHOro Havana Tepanuv v NoBbILLEHMS
KayecTBa XM3HW nauueHToB. OAHAKO, y4uTbiBas LWWMPOKUM
CMNEKTP CUMMNTOMOB, HEO6XOAMMO MOBbILWATb 0OCBEAOM/IEHHOCTb
MEeAMLIMHCKMX PaBOTHMKOB 06 yKa3aHHOW NaTonornn. BaxkHbim
llarom B pelleHun JaHHOW npobnembl ABNSETCS BHeApeHue
MHOIOypPOBHEBOI0 MOAX0AA K AMAarHOCTUKE, BK/IOYAIOLWENO KaK
KIIMHWYECKME, TaK U NabopaTopHble METOAbl UCCNEeA0BaHUS.

UWHO®OPMUPOBAHHOE COINIACUE

OT poauTenen nauMeHta 6bl10 NOJSy4EHO MOANUCaHHOE
MHPopmMUpoBaHHOE JOOPOBOJILHOE cOrnacue Ha ny6nuKa-
LMo n3ob6paxeHnit (gata nognucanua: 13.05.2025), a Tak-
Y€ YCTHOE corfiacue Ha ny6anMKaLmio OTKPbITOro nLa.

INFORMED CONSENT

Patient’s parents have signed written informed voluntary
consent on the publication of images (signed on 13.05.2025)
as well as verbal consent on the publication of child’s face.

UCTOYHUK ®UHAHCUPOBAHUSA
OTcyTCcTBYET.

FINANCING SOURCE
Not specified.
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