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NcTopuA.

- MYKOIIOJIMCAXAPN0O3., nzHauajabHO Ha3BaHHbBIN
6ose3ubio [1daynanepa-I'ypyep, ObL1 BIIepBbIE OIMCAH B
1919 T. aBCTpUUCKUM IieamaTtpom ['eprpyaou I'ypsep u
ee HeMeIlKUM KoJuterou ManaxapzioM (poH
IIpaysanepom.Ilo3gaee amepuKaHCKUN O(PTAIbMOJIOT
I'apoabg Illetie ommcas apyroi BapuaHT 00Jie3HU
— oIIricasl APYroil BapuaHT 00JIe3HU
— cuaapow Illetie, /17151 KOTOPOro XapakTepHO OoJiee
IIO3/IHEE HAaUYaI0 U JO0OpOKadyeCTBEHHOE TEUEHUE.
[Tocnemuel ObL1a oImrcaHa IpoMesKyTouHas popma

* MyKOIIOJINCAaxXOPU103 KJIACU(PUIIUPYETCA 10 TUIIAM.
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MyKonosincaxapmaos | TMna
cMHapoM ['ypnep.

Myxkomnosnucaxapuao3s tumna IH viu cuagpom I'ypiiep Berpeuaerca 'y 1
HOBOPOKZIEHHOI'0 U3 20-25 ThIcAY. CUMIITOMBI MYKOIIOJIUCAXapU103a
IIOABJIAIOTCA B TEUEHUE IIEPBOT0 roja »KU3HU, IoJIHAA KJINHNYEeCKas
KapTuHa (poOpMUpYeETCH K 1-2 rojiaM

[103BOHOYHUK ITAIUEHTOB C MYKOIIOJIUCAXapHUA030M UCKPHUBJIEH, U3-3a
Yero B MOJIOXKEHUH CHUJIA BOSHUKAET CUMIITOM «KOIIIAYbeU CITUHBI».
OTMmedaeTcsa yKOpOYEHHe II1er, BBICOKOE PACIIOJIOKEHME JIONIAaTOK U
BBICTOSTHHE HIKHUX pebep. Kuetu mmpokue, HalloOMUAHAIOIITE
KOT'TUCTYIO Jiaity. Co BpeMeHeM y 00JIbHBIX MYKOIIOJIUCAXaPUJ030M
(dopMuUpyoTCA KOHTPAKTYPHI CyCcTaBOB. BHauasie mopaskarTcs
JIOKTEBbIE U IlJIeUeBbIE CYCTaBbl, 3aTEM — KOJIEHHbBIE, Ta300€/IpeHHbIE 1
TOJIEHOCTOITHBIE.



Puc. 1. Cuugpom lNypnep:
TUMNYHbIE BHELLHNE
NPOSIBIIEHUS.

[na paHHOW OopPMbl
MyKononucaxapungosa
XapaKTepHbIl rpybble 4epThl
nvuuya n aHamanum fimueBoro
ckenerta .. V13-3a yBenmn4yeHHbIX
ageHonaoB 1 NOPOKOB pPa3BUTUSA
B obnacTtu nuua n Hoca
BornbHbIE AbillaT PTOM.
OTmeyvaloTca nporpeccupytol
aedopmMaunm KOHEYHOCTEN U
OpYyrux YacTewn cKenerTa,
OTCTaBaHue B pOCTe.




5 S/ears 8 years

A. Mucopolysaccharide storage disease type | (Hurler)

joint

Dysostosis
multiplex contractures
O O
CJ = male O - female

0 = Hunter syndrome

X-Chromosomal inheritance




Puc. 20).
PeHTreHonorn4yecki
NPU3HaKU CUHOPOM
['ypnep —
oedopmMauuna Tasa
bepeHHbIX KOCTEN







Puc. 2B). PeHTreHonorndeckne npusHaku

cuHgpoma ['ypnep — xapakTtepHbit BUO KUCTEMN.
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Mykonosancaxapupos ll'Tun F'yHTepa.

* Mykonosucaxapuao3s Il Tuna /o 3-6 jieT pa3BUTHE JeTeu
COOTBETCTBYeT HOpMeE. IlepBbIM IIPU3HAKOM MYKOIIOJIHUCAXapUA03a
CTAHOBATCA CrU0aTeJIbHbIE KOHTPAKTYPbI NAJbIEB PyK. B
MOCJAEAYIONIEM OTPAHUYHNBAETCA Pa3ru0aHuA B JIyYe3anaCTHBIX,
JIOKTEBBIX M ILICYEeBbIX cycTaBaX. KOHTpaKTypbl HUAKHUX
KOHEYHOCTEM, KaK MpaBWwio, ¢Jiado BeIpaz:keHbl. [lostnas
KJIMHUYECKasaA KapTUHA MyKOoIIoJiMcaxapuaosa (popMmupyercs K
HavaIy HIOAPOCTKOBOIO BO3pacra.

e ITarueHTHI C MYKOIIOJIHCAXapUA030M KOpeHaCcThle, HEBBICOKHE, C
rPpyobIMH UepTaMU JIUIA U XOPOIIO Pa3BUTON MYyCKYJIaTypPOM.
OTMeuaeTcsa MOBBINIEHHOE OBOJIOCEHM e (TunepTpuxo3). Yacro
BO3HHUKAIOT IIaXOBbI€ WM IIyIIOYHBbIE rPhl:kU. Kozka Ha majapIiiax
HATAHYTA M yTOJIIIEHA.. Y HEKOTOPBIX 00JIbHBIX
MYKOIIOJIICAXapU030M BbIABIAETCA aOPTAJIbHbBIN CTEHO3,
HEJ0CTAaTOYHOCTh KJIAIIAHOB a0OPTHhI, MUTMEHTHAasA JUCTpOodud
CeTYaTKH, IJIAYKOMa U IIOMyTHEHHE POroBuilbl. THTE/IJIEKT B HOpME,
yBeJIMUEHUE ceJIe3eHKH U MMeueHU HexapakTepHo. Ha
PEHTreHorpaMMax ompeaessercsl KapTHHAa, aHAJIOTHIHAA
MYKomnoJsimcaxapuao3y tuna IH, Ho maTo/siornyeckue u3aMeHeHUu s
BBIDAKECHBI MEHeEe DEe3KO.



Puc. 30).
CuHpgpom ['yHTepa
y Mans4ymnka 2

neT — N3MeHeHUS
ckeneta cnabo
Bblpa)XeHbl, HET
Kndposa,
KOHTPAaKTYP.



[ToOMyTHEHME pOroBuLbI .
MyKonosimcaxapmuaosbl
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Mykonosaumcaxapmpos lll Tuna -CcMHOPOM
CaHdunaumnmno.

* Omucan amepukaHckuM neauarpom Canduaunmo (S.J. Sanfilippo) B
1963 r. YacTroTa 1 HAa 100 000—200 000 HOBOPO:KAeHHbIX. Ilocie
POKIEHHUA B TEYEHHUE 3—5 JIET Pe0E€HOK pa3BUBaeTCs HOPMAJIbHO, OTHAKO B
HEKOTOPBIX CJIyYasX HAOI0JAIOTCA HEYKJIIOKAaA MOX0/AKa, 3aTPY/THEHHOE
riioraHue. IlepBbie CMMIITOMBI 00JIE3HHU B BU/I€ HAPYIIEHUH CHA
IMOABJIAIOTCA y /ieTed crapure 3 jetT. [locreneHHO pa3zBUBaeTCA araTusl,
CHHUIKAETCA HHTEPEC K UTPyHIKaM, OTMeJYaeTcs 3a/1epPKKa ICUXOMOTOPHOTO
Pa3BUTHSA, HAPYIIIEHUA PeYH, UePThI JIUIa rpyoeroT. I[loasaarorcsa
HeJAep:KaHue MOUYH U KaJia, IeTH IePeCTAIOT Y3HABATh OKPY KAIOIIIX.
OTMeuaroTcs Tak:Ke 3aJiepKKa pocra.

e IIpu pPEHTreHOJIOTUYECKOM HCCIeOBAHUY KOCTHbIE U3MEHEHUA TaKue ke,
Kak npu cuaapome I'ypJiep (Ho BbhIpaskeHbl HE3HAUUTEJIbHO), W
OTCYTCTBYIOT. B oT/InuMie OT O CAHHBIX BbIIIIE TUIIOB
Myxkomnosiucaxapuao3a npu 6osie3ar CaH(UINIIINO B KIIMHUYECKOU
KapTUHE Mpeod/iajlaeT yMCTBEHHAA OTCTAJIOCTD; MOPAaKEHUS POTOBUIIBI U
CepAEeYHO-COCYAUCTON CUCTEMBbI OTCYTCTBYIOT. JleTaIbHbIN UCXO/
HacTynaeTr o0bIYHO B Bo3pacre 10—20 JIeT.



MyKonosmcaxapuaos TvMna V- CHMPOM

MopKuUo.

° OIlMCaHa B 1929 I. ypyrBanickuM meguatpom Mopkuo HabJtogaeTcs
y 1 HOBOPOKAEHHOTO U3 40 ThIcAY. /[0 1-3 JieT 1eTu pa3BUBAIOTCA
HOpPMaJIbHO. B mocyenyomnieM BO3HUKAET 3HAYUTEJIbHOE OTCTABAHUE
B pOCTe, YKOpOUeHHUe I11en U TYJIOBHUIIA,. pPA3HOOOpa3HbIe
nedopMaly rpyiHON KJIETKH, CHUYKEHNE CHUJIbl MBIIIII], YTOJIII[EHHE
KOXKH M OTpy0JIEHHE YepT Jiuna. MHTeJIeKT cCOXpaHeH.

» Ha peHTreHorpaMMax m03BOHOYHHUKA OIIpeAeaseTcsa Kudos,
CKOJIMO3, paclIMpeHre U YIUIOMeHne TeJl HO3BOHKOB. [Ipu
IIPOBEIEHUH PEHTreHOTpaduu Ta3a U KOHEYHOCTEN BbIABJIAIOTCA
MHOKeCTBEHHbIE JepopMaIiii, HEPOBHOCTb KOHTYPOB, VILJIOIIIEHHE
rOJIOBOK Oe/IpeHHBIX KOCTEU, YKOPOUEHHE KOCTEN MPEAIIIEUbS U
nedopmanuu cror. CpegHAA TPOAOIKUTEILHOCTD KU3HU O0JIbHBIX
MYKOIIOJIUCAXapU030M — MeHee 20 JieT. CMepTbh 1Py TaHHOU
dopMe MyKOmoIMcaxapui03a HaCTyTaeT U3-3a COMyTCTBYIOINX
3a00J1eBAaHNU, OCTIOKHSAIOIUXCA CEPAEYHO-JIETOYHON
HEJI0CTaTOYHOCTBIO.



i
Puc. 5.

CuHOpoMm
MopKKo:
TUMNYHbIE
BHELLHME
NPOSIBIIEHMUSI.




Puc. 6B).
PeHTreHonoru
yeckue
NPU3HAKN
cuHapoma
Mopkno —
oedopmauung
KOCTEN KNCTMW.
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V-tun.cumHapoma LlenHe

[ns cuHapoMa Lllene xapakTepeH HU3KUM pocT,
YMJIOLLIEHHAas NepeHocnL,a, KOpOoTKas Les, KOHTPaKTypbl
CyCTaBOB, MMMOTOHUS MblLLL, KOHEYHOCTEN, BEeretaTuBHas
NabunbHOCTb, CHMKEHNE CYXOXMbHbIX pedneKkcos,
3HQUUTENbHOE MOMYTHEHUE POrOBULLbI



Puc. 4. bone3Hb
LLlene: Tunn4yHble
BHELUHUE
NposABNeHNs




B —
Tun VI, VII, VIII.

» Myxkonosucaxapuao3s tuna VI wim 6ose3us Maporto-Jlamu (onucaHa B
1960 1. dppaniy3amu Jlamu u MapoTo) pa3BHUBaeTCs B BO3pacTe 2 rojia u
crapie. Bo3HukaeT orpy0sieHUe 4epT JIMIa, OTCTaBaHUE B POCTE,
YKOPOYEHHE IIIer, KOHTPAKTYPhI CyCTaBOB B O0UuKooOpas3Has JiepopmMaIius
I'PY/THOM KJIETKU. XapaKTEPHBI YaCThIE IIPOCTY/Ibl. BO3MOXKHBI I'PHIXKY,
yBeJIMUEHME IIeYeHU U cesie3eHKU. THTeuIeKT He crpagaer. Ha
peHTreHorpaMmax 00JIbHBIX MYKOIIOJIUCAXapUI030M OIIpeeIAeTC s
KyOOBU/THAS WJIN KJIMHOBUHAS AedopMaliys MO3BOHKOB, TPEYTOJIbHAS
nedopmarus Ta3a, HeI0pa3BUTHE U AepopMaliisa roJIOBOK OeIpeHHBIX
KOCTEeH, YKOpOUeHHe MaI0OEPIIOBBIX KOCTEH.

* Myxkononucaxapuaos tuna VII CJIAA nporekaer, Kak MyIIOKOJIHUCAXapua03
tuta 111, paznuuns BeIABIAIOTCA TOJIBKO IIPU IMIPOBEAEHUN OMOXUMUUECKUX
rnccaenoBanuii. Mykonosucaxapuaos tumna VIII JIN-OEPPAHTE 1978r o
CUMIITOMAaM HAIIOMHUHAaET MYyKOIIOJIMCAaXOPUZ03 YMCTBEHHOro Tumna IV, Ho, B
OTJINUME OT HETO, COIMMPOBOK/IAETCA 3a/IEPKKOU PA3BUTHAA.



Puc. 7a). CuHgpom
MapoTto — Jlamu:
(TUNUYHbIE
BHELUHNE
NPOSABNEHNSA Y
O0eBoYku 9 nert) —
rpyoble 4epThbl
nmua,
boukoobpasHas
rpygHas KneTka.



Puc. 76). CnHgpom
MapoTto — Jlamu:
(TUNWUYHLIE BHELLHME
NposABneHna y 4eBoykn 9
N1eT) — KOHTpPaKTypbl
BEPXHUX N HUXKHUX
KOHEYHOCTEMN.




Puc. 8a).
PeHTreHonorn4yeckue
NpU3HaKn cnHapoma
MapoTto — Jlamn —
N3MEeHEeHUd
NO3BOHOYHUKA.




Puc. 80).
PeHTreHonormn4yeckune
NPU3HaKM cuHApoma
MapoTto — Jlamun —
nedopmaumnst KOCTeu
Tasa.
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/InarHoCTMKa

» lmarHocTrka MyKONOJIMCaxapHuA03a OCHOBBIBAETCS Ha
ero XxapakTePHBIX IIPOSIBJIEHUSX, pe3yIbTaTax
PEHTTEHOJIOTUUYECKOTO UCC/IEIOBAHNSA, YCTAHOBIEHU S
SKCKPEIUHU IINKO3aMHUHOTJINKAHOB C MOYOM,
HCCeq0BAaHUA aKTUBHOCTU (pepMeHTOB B pubpobiacTax
KO>KU. /J[arHocTUpoOBaTh MYKOIIOJINCAXapHUI03 MOXKHO
ellle 10 POKAeHUs pedeHKa, UCIIOAb3YS IJIs1 aHaIHN3a
AMHUOTHYECKYIO KUIKOCTDb UJIH BOPCHUHBI XOPHOHA
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[IpUYMHBI.

» IIprunHON pa3BUTHA MYKOIIOJINCAXapUA03a ABJISAETCHA
HapylleHne (pepMeHTaTUBHOTO KaTaInu3a
IJIMKO3aMHHOTJIMKAHOB B JIN30COMaX. HapyIIIaeTCs
IIPOIIeCC pacIleIlJIeH!s U COXPaHEeHUs
MYKOIIOJIHCaXapUA0B, KOTOPHIE ABJISIOTCSI OCHOBHBIMU
KOMIIOHEHTaMU COeqUHUTEIbHOU TKaHU. 130bITOK
MYKOIIOJIMCAaXapU/A0B IIPOHUKAET B KPOBb U
HaKaIlJInBaeTcs B TKaHAX. [loaTomy gaHHOe
3a00JIeBaHUE OTHOCAT K 00JIe3HAM HAKOILJICHUS.

-« 3aboJsieBaHIEe HACJAEAYETCS IO ayTOCOMHO-
pELECCUBHOMY U PELIECCUBHOMY, CIIEILZIEHHOMY C X-
XPOMOCOMOM .
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JleyeHue.

o JleueHnue cumnromatuueckoe. [Ipu 3Tom 60JIbHBIX HAOII0AI0T Pa3HbIe
CIIEINATINCTBI — XUPYPTrHU (yZIaJIeHHEe IPBIXK), OPTOIe/ibl (OpToneimuecKas
KOPPEKIIMA HapylleHU OIOPHO-/IBUTATEILHOTO allllapaTa), meuaTps (B
CBSI3HU C YaCTHIMH OCTPHIMU PeCHIUPATOPHBIMH BUPYCHBIMH MHAEKITUAMHU,
cepAeUHO-COCYAUCTON HEJIOCTATOYHOCTHIO), OTOPUHOJIAPUHTOJIOTH (B CBA3H
C HapYIIeHUsAMHU CJIyXa, XpPOHUUECKUMU OTUTAMHU U CUHYCUTaMH ),

o TaTIBbMOJIOTH, HEHPOXUPYPTU U HEBPONATOJIOTU (BHyTpUUEpeTHas
runepTeHsus). Mcnosb3oBaHue JJis JedeHUs TOPMOHAJILHBIX IIPeIapaToB
(KOPTHUKOTPOIINHA, TJIIOKOKOPTUKOUIOB, TUPEOUINHA), BUTAMHHA A,
IepeJTUBaHUN IpenapaToB KPOBU IJIa3Mbl, HO 3TO IIPUBOJIUT JIUIIb K
BpPEMEHHOMY YJIYUIIIEHUIO.

e IIporuo3s npu Bcex (popmax HeOJIarONPUATHBIN, T.K. C BO3PACTOM
HapacTalT U3MEHEHUS CKeJleTa, HapyllleHusA QYHKIIUU Pa3JINYHbIX OPraHOB
U CHCTEM.

* ITpoduiaakTHuka 3aKII09a€TCs B MPOBEIEHUH
1 aHTeHaTaJIbHOU JUArHOCTUKU (OIIpeJiesieHIe
AKTUBHOCTH (DEPMEHTOB U COJIEP>KAHUSA INIMKO3aMUHOTJIUKAHOB B KYJIBTYPE
KJIETOK aMHUOTUYECKOU KUJKOCTH )



Taknm 0bpa3oM, MyKonosamcaxapmuao3 — 3To peaKoe
3aboneBaHme ¢ HeEHGMAronpuUATHLIM NPOrHO30M ANSA XXU3HU
NaUueHTa, NOCKOJbKY C TEYEHUEM BPEMEHU MNPOSIBIIEHNS
60n1e3HM TONbKO YCUNUBAOTCS, @ 3PMDEKTUBHOIO criocoba
ee NeyeHns noka Het. EgMHCTBEHHBbIM cnocob
npeaoTBpaTUTb 3aboneBaHne — 3TO OOHAPYXXUTb €ro eule
B HEOHATaNIbHOM nepuoae U NpeanpuUHSTb
COOTBETCTBYIOLLME MEPpbI.



