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Alpha Mannosidosis

YT1o Takoe Anb(a-MaHHO3NA03?

Anbtha-MaHHO31403 NpeacTasnaeT cobol peaKoe HacneacTBeHHoe 3aboneBaHve y AeTen v B3POC/biX, COMpPoBOXAatoLL,eecs
HapyLeHUAMM CTPOEHNA CKefeTa, rpybbiMM YepTamMu nnua, NoTepen cyxa, KOrHUTUBHbBIMI HapyLWeHuamu, npobnemamu ¢
MMMYHHOW CUCTEMON (Hanpumep, 3TO MOXKET 03HauaTh BOMbLLIYIO CKIOHHOCTb K MH(EKLMAM), & TAKXKe NMCUXUYECKUMM
HapyLWeHUAMM 1 HaPYLIEHUAMM NOBEAeHUS.

Mpu3sHakn anbha-MaHHO3UA03a2
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0cOBEHHO B NepBOit AeKaze KU3HM MOTYT Ka3aTbCs HEYKITHOXMMU 13-3a
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CvMnTOMBI NpU

obpaleHun K Bpauy
Peumonsupytowme nHpeKUmn yxa,
COMPOBOXAAlLMECS HapyLLeHamMK ciyxa.t

lMporpeccupyrollee yxyaleHme
MEHTabHbIX (DYHKLMIM, PEYN U OBUXKEHNI.

B TeueHmne nepBOro rofa msHuny neten
MOXET 0TMeYaTbCs rnapouedanms.t

2nd-3rd decade of
yrposa

MbiweyHadqa Cﬂa6OCTb M aTaKcu4,
aHoOMannm ckeneta mn
OEeCTPYKTMBHAA noanaptponarms.t

YacTo MMeeT MecTo 3afepwKa
HEeNPO-KOrHUTUBHOMO Pa3BUTUS,
KpOMe TOro, MOryT NPOSIBASTHCS
MCUXMYecKme paccTpomncTea.t

Bo B3pPOCJIOM BO3pacTe
MaLneHTbl COXPaHSAKOT MOCTOAHHYHO
3aBUCKMMOCTb OT APYruX Ntoaen.t

KpaliHe Mano faHHbIX uMeeTcs
OTHOCUTENbHO OXXMOaeMom
NMPOOOSIKUTENBHOCTM KUHN Y
NtOAEen ¢ 4aHHOW NaTtonornen.
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CBoeBpeMeHHas AMarHocTuKa anba-MaHHO3UA03a MMEET BaXKHOe 3HaUeHue, TaK Kak 3To
MOXXET NOBAUATb Ha J,ONITOCPOYHbIE NOC/eAcTBMA 3a60neBaHUA — HEKOTOpPbIe BUAbI JlIeYeHUs
Heo6Xx04MMO HavaTb KaK MOXXHO paHblue.?

Bawu Bpau MoXXeT Ha3HauYUTb pAf OUYeHb MPOCTbIX aHA/IN30B Ha an5¢a-maHH03mp,o3, Hanpumep:

=, O6paseL, Mmoun* @ O6bpasey kKpoBu* leHeTnueckoe
MpoBOAVTCS aHaNM3 Ha Takxe y nauveHTa 6epyt 06CJ1e,D,OBaHI/I91
onpezeneHve ypoBHs Heb0o/bLLIOe KOIMUYEeCTBO KPOBU Kpome Toro, gnarHo3 anb¢$a-MaHHO31A03a
onmrocaxapugos B AN1st onpezeneHns ypoBHs MOXHO MOATBEPAUTL NMOCPEACTBOM
Moue. BbiCoKe YpOBHM bepmeHTa anbda-MaHHO3MAA3bI reHeTU4eckoro o6c/iejoBaHMs, KOTopoe
CBUZETENBCTBYIOT O B KJIeTKax KpoBM. DTOT aHanum3 Mo3BOJIIET YCTAHOBUTL HaMyMe MyTaLmm
Hannuun Mo3BOJISIET NOATBEPANTL B reHe, 0TBeYaloLLLEM 3a pa3BuTHe
anbda-maHHO3103a. JAMarHos. JlaHHOr 0 3a60/1eBaHNS.

3aboTa 0 naumeHTax c anba-MaHHO3UO,030M

B npeane naymeHT ¢ anbdpa-MaHHO3MA030M A0/DKEH HabnoAaTbCA KOMaHA0V Bpayei-cneLmanmncros, KoTopbie
MOTyT MOMOUb OMNpeAeSNTb NOTPE6HOCTU KaXKA0ro KOHKPETHOro YesioBeKa 1 npeasioXXnTb Hamboee
noaxoasiine peweHuns ana Kkaxagoro." Hanpnmep:

Mpobnembl co 3penHnem OTuT cpenHero yxa TyroyxocTb 3aboneBaHus 3ybos

O¢Tanbmonor OTonapwvHronor Cypaonor Ctomatosor
Mpobnemsi c Ledopmaunn Oblume opToneanyeck 3ageprKKa NCUXOMOTOPHOIO
cycTaBamu MO3BOHOYHMKA ne npobnembl pasBuTUS
OpTonep, Mcnxunatp/Mcnxonor

CoBeTbl N0 OKa3aHMo NOMOLWM NaLMeHTaM C 311b(II)a'MaHH03l/I,IZI,OI:?vOM2

AomalliHve ycnoeusa HEOGXOAVIMO aganTupoBaTb AN4 peainsaunn
COOTBETCTBYHOLUNX HOTPEGHOCTEﬁ TaKuUX nauymneHToB, HanpumMmep

- lVcnonb3oBaHue nNaHaycos ang obecnedeHmns 4OCTyNa MHBaNUOHbIX KONACOK

= YcTpaHeHue onacHocTem npu xoabbe n YyCTaHOBKa HECKOJTb3ALLEero nosa B
BaHHOM M Ha KyXHe

= YBennveHue KonmyecTBa ceeTa

Kpome Toro, TakmMm naumeHTam ﬂOTp96yeTCH cneumnanbHoe O6yquMe C UeNblo pa3BnTng
CounanbHbIX HaBbIKOB, KOPPEKLUMK pedir M BOCNOJTHEHNA o6pa308aTeﬂbe|>< FIOTpe6HOCTelZ.

Takum o6pa30M, 3ab0TUTbCA O MaumeHTe C anb@a-MaHHO31A030M MOXET ObITb OYeHb HenpocTo. Ecnn Bbl yxaxknsaeTe 3a
KeM-To c 3TuM 3aboneBaHuneM, Bcerga nouuepmmsame TECHbIN KOHTaKT CO CneumanncToMm, KOTOprVI 3aHMMaeTcs ero/ee
NleYeHnemM, TaK Kak oH (-a) MoXeT faTb KOHKpPEeTHble peKoMeHaaunn B 3aBUCUMOCTN OT MHANBKMAOYa/TbHbIX I'IOTpe6HOCTel7|

nauyneHTa.
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