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AJIb®A-MAHHO3HU/103: Ob30P K/IMHUYECKOI'O C/IYYAA
Anamaiickutl 2ocydapcmeeHHbIl MeduyuHCKUll yHusepcumem, 2. bapHaya
Jouarosa M. A., Cepuxkona U. 10., Cepuxkona T. 10.

Kagedpa Hesposrozuu u Helipoxupypauu ¢ Kypcom /110

K 6osavwolli epynne aaukonpomeuHo308 OMHOCUMCA AAbPA-MAHHO3UJO3 -
HAc/a1edCcmeeHHAs1 AU30COMHAs1 60/1€3Hb HAKON/IeHUS, 8bI36AHHAS Mymayuell 8 2eHe
MANZB1, npusodsiwasi K MYyAbMUCUCMEMHOMY NOPANCEHUID OpP2aHusMma u
Xapakmepusynowasicsi XpOHU4eckum mevyeHuem. B daHHoll cmambe npedcmassieH
KAUHUYECKUl npumep yabmpapeokoz2o 3a60/1€e8aHUsl, 3ape2ucmpupo8aHHO20
gnepesble 8 AamatickoM Kpae, sisasroujezocs 3 cayvaem 8 Cubupckom PedepasbHoM
okpyze u 19 8 Poccutickoti Pedepayuul.

Kawuegvle cao0ea: zaaukonpomeuHosbl, aab@da-MAHHO3UA03, JU30COMHbIE
60.1e3HU HakonseHus, 2ceH MANZB1, myzoyxocmb, 8pojcdeHHass kKamapakma.

A large group of glycoproteins includes alpha-mannosidosis, a hereditary lysosomal
storage disease that is caused by mutation in the MANZ2B1 gene and lead to
multisystem damage to the human organism and characterized by a chronic course.
This article presents clinical case of an ultra-rare disease registered in the Altai Krai,
which is the 3rd case in the Siberian Federal District and 19th in the Russian
Federation.

Keywords: glycoproteinosis, alpha-mannosidosis, lysosomal storage diseases,

MANZB1 gene, hearing loss, congenital cataract.

Anbda-MaHHO3MJI03 - HaACcJAeJCTBEHHOE JIM30COMHOe 3aboJsieBaHHE
HaKOIIEHHUS, XapaKTepusylolieecss UMMYHO1epUIIMTOM, aHOMAJIMSIMHU JIMLA U
CKeJIeTa, HapylleHHWeM CJyxa, 3peHUsT U YMCTBEHHOM OTCTaNoCThi. Asbda-
MaHHO3M/I03 HacJ/eJlyeTcs M0 ayTOCOMHO-PELeCCHBHOMY THUIY W BbI3bIBA€TCS

MyTanusamu B rene MAN2B1, pacnosioxkeHHOM Ha xpoMocoMe 19 (19 p13.2-q12).
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3abosieBaHUEe CYUTAETCS OpPaHHBIM: BCTpedaeTcd ¢ yactotor oT 1:500000 o
1:1000000 HOBOPOKAEHHBIX.

[Ipuy  HOpMasbHOM  0OMeHe U  KaTaboiM3Me  TJIMKONPOTEUHBI
MeTabOo/IM3UPYIOTCA NpOTEWHa3aMUM M TIJIMKO3WJa3aMU B  JIM30COMaX.
OTcyrcTBHUe WIM JePULUT THAPOJA3 MNPUBOAUT K MHOXKECTBEHHOMY
HaKOIJIEHUIO IPOJYKTOB OOMeHa B JIM30COMaxX, YTO 00yC/IaBJIUBaeT CEPbE3HOE
HapyluleHUe KJeTOYHbIX QYHKIMM. OiMrocaxapuibl CayKaT AJs pOpMHUPOBaHUSA
KOCTHOHM, XpsAWEBOA TKaHM, cyxoxuauu, I[IHC, 4yto wu o6yciaBiavBaeT
MyJIbTUCHCTEMHOE NOpaKeHWe OpraHu3Ma.

Jlnsi moATBeEpXKAEHUS AUarHo3a HeoOXOJAMMO OINpeJeJUTb aKTUBHOCTH
dbepMeHTa a-D-mMaHHO3M/Ja3bl B CyXUX MNATHAaX KpOBH, Jajiee MNPOBOAUTCA
reHeTU4eCKUW aHaJIUu3 Ha YacTble MyTanuu B reHe MAN2B vy nosHbId aHaiu3
reHa MAN2B B 11eJIbHOU KPOBH UJIM CyXUX MSAATHAX KPOBH.

Anbda-MaHHO3UJ03 cleAyeT TMoA03peBaTb Y JIMI, C YMCTBEHHOU
OTCTaJIOCTbI0, U3MEHEHUSIMMU CKeJieTa, MOTeper CJyxa, peluJAUuBUPYIOLIUMU
MHOEKIUSAMY, a TakxKe criequbudeckuM ['ypyep-no06HbIM GEHOTUIIOM.

YepThl JiMIa BKJKYAKOT KPYNHYK TOJOBY C BBICTYNAKUIAM JIOOM,
YIJIOLEHHOM NMepeHOCUIlel, MaKpOTJIOCCUEN, INUPOKO pacCTaBJeHHbIMU 3y6aMu
Y IPOTHATHeEH, a TaKKe KOPOTKYIO LIEHO.

KinvHuyeckve WM peHTreHOJIOTUYeCKMe NPU3HAKUM MHOXECTBEHHOTO
JIN30CTO3a JIETKOM W CpeAHEW CTENEeHU TSKECTH NPUCYTCTBYOT y 90%
nanydeHToB. Haubosiee 4YacTbIMM aHOMAJUSAMHM SIBJSIOTCA CKOJIMO3 U
Aedopmalusi rpyIUHBL.

Co CTOpOHBI OpraHoOB CJiyXa HaOJIIOJAEeTCs yMepeHHas W/ TsKésas
CEHCOHEeBpaJIbHasl TYrOYyXOCTb, KOTOpas PeryJsspHO yCyTryoJsieTcsl XpOHUYEeCKUM
CpeHUM OTHUTOM.

[Io Tecty 1Q moyTH Bce pe3yJsibTaTbl MOKa3blBalOT HEKOTOPYIO CTEINEHb
YMCTBEHHOW OTCTaJIOCTU. B aHaMHe3e MepBbIMU CUMITOMAaMH OObIYHO ObLIU
3a/lep>KKa pa3BUTUS peYH, JBUTaTeJbHbIX WA MCUXAYECKUX QYHKIUH.
[Icuxuyeckut cratyc B 25% ciiy4yaeB HapylUleH: epruoJbl ICUX03a CMEHSAOTCS

TUIEePCOMHUEN U MOTEPEN HABBIKOB (TPYIHOCTH C peYbl0, YUTEHUEM U T.[.).
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[TanpeHTh! ¢ anbda-MaHHO3U/I030M YACTO CTPAJAIOT PeLUIUBUPYIOLIUMU
MHPEKLMAMH, OCOOeHHO B IepBOe JeCATUJeTHe KU3HU. MexaHu3Mm
MMMYHOZePULUTA NPUA JAHHOM MATOJOTMM MOXKHO OOBSICHHUTb CBSI3bIBAHUEM
OJIMTOMaHHO3UJ0B C penentopamu HUJI-2, nercTBUe KOTOPOTO 3aKJHYAETCH B
akTuBanuu T-, B- u NK-k/eToK.

KinHun4yeckuii npumep

JleBouka, 15 sieT, o6paTuiack B AJITAaUCKUM KpaeBOW KJIMHUYECKUH LIEHTP
oxpaHbl MaTepuHcTBa U gercTBa (AKKLOM/I) r. bapHaysia gJis 3anoJyiHeHUs
JIOKyMEeHTOB Ha IICUX0JIOTO-MeJUKO-Tlejlarorndeckyto komuccumo (IIMIIK).

Kasnobbl Ha MOMEHT OCMOTpa BKJOYa/Id NPOTrpeccUpyrollee CHUXKEHHUE
C/yXa, TPYAHOCTA C OOy4YeHUEM B I1IKOJIe, HapylleHWe MNOXOJKHU, CTPOEHUS
CKeJleTa.

AHamHe3 3a60JieBaHHUS: C paHHEro BOo3pacTa HAOJ/OAAeTCsd OPTOMNEAOM C
JIBYCTOPOHHEN BPOXKAEHHOW KOCOJIANOCThIO, MPOBOLUJIOChE KOHCEpBAaTHUBHOE
JeyeHue. [lepopmainyio rpyiHOM KJETKM CTajJid OTMe4yaTb K 5 rogam. Co cjoB
MaMbl CHWKEHHE cjyxa HadyaJocb C 8 JieT. AHTHOAKTepHa/IbHYI0 Tepamnulio
[0JIy4YaJiu 4acTO: C POXKAEHUSA N0 OBOAY THEBMOHUH, Jlajiee IPUCOeUHUINCH
OCTpble TOH3WJLIUTHL. B AJNTalCKyl0 KpaeBYH) KJIWHHUYECKYI [IETCKYIO
noaukanHUuKy (AKK/II) BnepBble o6patusack B 2015 roay, Joromenom
3amo/lo3peHa  TYroyxoCTb. BpadyoM  OTOPHHOJIADUHTOJIOTOM  OTMEYEH
JBYCTOPOHHUW KaTaJIbHbIKM cpeAHuil OTUT. [IpoBeleHa uMIenaHCOMeTpHUA:
akyctuueckud peduaekc (AP) He peructpupyetrcsd. HeBposiorom BbICTaBJIEH
JIMarHo3: HeBPOTHYECKHWe peaklyu JeTckoro Bo3pacrta. 14.08.18 r. ocmotp
Bpa4ya-OTOPUHOJIAPUHIOJIOTA:  ABYCTOPOHHASA  TYroyxocTb 1-2  cTeneHHU
CMEILIAaHHOTO XapakTepa. ['eHeTUKOM OCMOTPEHQ, JINarHo3:
HeaupdepeHMpOBaHHAs Me3eHxHMMaJbHagd JAuciiaasusa. B 12.2022 ropa
pe6éHOK BriepBblie ocMoTpeH HeBposioroM AKKIIOM/I B cBsi3u ¢ oi03peHUeM Ha
JIN30COMHbIe 60JIe3HU HAKOIJIeHUs, 3a6paH 6ruoMaTepuas AJjis reHeTU4eCKOro
006cJieIoBaHUS C 1ieJIbl0 UCKJIKYeHUs ajlbPa-MaHHO3UA03a, oT 07.02.2023 rozga
— BbISIBJIEHO CHM)KeHHEe aKTUBHOCTH Asbda-D-maHHO3uAa3b! 10 3,7 HM /M1 /4yac

(Hopma 16,2 - 156,2). MeToA0M NPSIMOT0 aBTOMAaTUYE€CKOTO CEKBEHUPOBAHMUS 10
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CaHrepy npoBeZi€éH aHa/iM3 3k30HA 18 rena MAN2B1 c nesblo novcka 4acTtoro
natoreHHoro BapuaHTa C.2248C>T (p.Arg750Trp). Bapuant ¢.2248C>T
(p.Arg750Trp) o6Hapy>keH B TOMO3UTOTHOM COCTOSTHUU.

AHaMHe3 (KM3HHU: peOEHOK [IOHOLIEeHHbIM. B HepBHO-NMCUXUYECKOM
Pa3BUTHUY U MOTOPHOM Pa3BUTUHU C OTCTABAHUEM OT CBEPCTHUKOB, XOJHUT C 2 JIET.
/IByXCTOpDOHHAA  XpOHMYeCKasd CeHCOHeBpaJbHad  Tyroyxoctb II st
JIByXCTOPOHHHUM 3KCCyAaTUBHbIMA OTUT. OpTones: Genu valgum crnipaBa TsKes104
CTeNEeHH, CJeBa CpeJlHed CTeNeHU TSKEeCTH, NPUBBIYHBIA NOJBBIBUX JIEBOTO
Ha/[KOJIEHHUKa. BpoXkJleHHass acuMMeTpU4Hasi KWJeBHWAHas Aedpopmalus
ITPYAHOM KJIETKHU 2 CTeNeHU. BTopriHasg MHOTOIJIOCKOCTHAsA AepopMarnys 06enx
cron. Hallus valgus ¢ Byx cTopoH 3 cTeneHu.

HeBposiornyeckuit cratyc: ['osoBa rugpouedasbHOU GOpMbI, BbIpaKEHBI
JIOOHbIEe OYrpbl. YCWJieH BEHO3HbIA PUCYHOK B JIOOHO-BUCOYHBIX O0O0JIACTSX.
Makporsoccusi. MpllledHbIA TOHYC C BEPXHHUX M HWKHUX KOHEYHOCTEH
JAUCTOHUYEH, C TYTOMNOABWXXHOCTBIO B JMUCTAJbHBIX OTJeJiaX C aKLEHTOM C
HWXHUX KOHEUYHOCTeM, X-06pa3Has AedopMalisi HUWKHUX KOHEYHOCTEH, CTObI
AebopMUpOBaHbl, 06e3  3HAYWUMOMU  pasHULbl  CTOPOH. CyXOXXHUJIBHO-
nepyuocTaibHble pedJieKCbl C BEPXHUX U HUXKHHUX KOHEYHOCTEH >KHBble, D=S.
[ITupaMuiHbIE CTONHbIE 3HAKU: COMHUTEJIbHbIE C 00€UX CTOPOH.

BoicTaBsieH auarnos: G93.4 Anbda-MaHHO3U/103; ayTOCOMHO-PEIeCCUBHbIN
TUI HacJieJJOBaHUS pe3uyasbHO-OpraHUu4YecKoe nopakeHue IIHC.
JIByXCTODOHHSISI ~ XpOHMYecKass CeHCOHeBpasbHasd  Tyroyxoctb Il st
JIByXCTOPOHHUM  3KCCYAaTUBHbIA  OTUT. CMelllaHHOoe  crhenuduryeckoe
pPacCTPOMCTBO MCUXOJIOTUYECKOr0 pa3BUTHUsA. Genu valgum cnpaBa Tskeson
CTeNeHH, cJeBa CpeJHEH CTENEHU TSKECTU, MPUBBIYHbIA MOJBBIBUX JIEBOTO
Ha/IKOJIEeHHUKa. BpoXkJleHHass acuMMeTpu4YHasi KuJeBUAHasg JAedopmainus
IPYyAHOM KJIETKHU 2 cTenleHU. BropruuHass MHOTOMJI0CKOCTHasA AedpopManusi 06enx
cron. Hallus valgus c Byx cTopoH 3 cTeneHu.

PekoMeH/10BaHO HanpaBUTb AOKYMEHTHI [Jis MpoBeAeHUsA deflepasbHOro

KOHCHUJIMYMaA C LIE€JIbIO Ha3HAY€HUA 3aMeCTUTE/IbHOMU Tepalunn.
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JlaHHBIN KJIVMHUYECKUH CIy4al ONUCBhIBAeT MO3JHIOK JUArHOCTUKY CTOJIb
peAKoro 3ab0JieBaHUs], UTO IMOBJUSJIO HA KA4eCTBO >KWU3HW NALMEHTKHA U
COCTOsIHME €€ OpraHuM3Ma: CHW)KEHHEe KOTHHUTHUBHBIX CIIOCOOHOCTEM, KOCTHbIE
Aebopmanuy, HapylieHue cayxa. [I[pu 6oJsiee paHHel NOCTaHOBKe JWarHosa U
Ha3HAUYeHUU 3aMEeCTUTEJNbHOM Tepaluu MOXXHO JOOWUTbCA KOMIIeHCalUU
COCTOSIHUSI MaJIEHbKUX MAallMEHTOB, a, 3HAYUT, OBBICUTh UX KAUYECTBO KU3HU B
JaJIbHEeHI1IeM.
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