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e rpyna cAAYHGHRHG EDGRN APM 0311
~____0bymoBJieHa NOpYLIEHHAM rJ1liko3aMiHOr1ikaHiB —
(KUCIMX MyKonolicaxapuAiiB) B pe3y/ibTarti
reHeTUYHO 06YMOBJIEHOT HEMOBHOLLIHHOCTI
(pepMeHTIB, WO 6epyTb Y4aCTb B iX pO34eErnJEHHI.
YcnagKoBYETbLCA 3a ayTOCOMHO-peLeCUMBHUM

TUTTOM.
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° | TMN — cuHAapoM Xypaep , niaTvn nigTvn ---_NigTvn --- CUHAPOM
Xypnep-Llana O6ycnoBneHi aediumtom anbda-L-iagypoHiaasm
(dbepMeHT KaTaboniaMy MyKornonicaxapmaosiB. 3axBaptoBaHHA
NOCTYMNOBO NPM3BOAMNTb A0 HAKOMMYEHHA B TKAHMHAX
renapuvHcynbdaty i gepmaTaHcysibdaTy. Buainaiote Tpu eHoTUnu:
CUHAPOM Xypaep, cuHapoMm LWaa n cuHgpom Xypnep-Las.

[l TN — cMHAPOM XaHTEpa

Il Tun — cunapom CaHdinino

* IV tmvn — cuHaApoM MOpPKio

*V1tun — cuHapom Ulasg

* VI Tin — cuHaApoM MapoTo—/laMmi

* VIl Tun — cnunapom Cnasa (aepuumt B-raoKypoHigasm)

* VIIl Tun — cungpom An-®epax
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* Bneplue onmcaHmi HiMeubkuM negiatpom G. Hurler B 1919 p. YacTto
crniocTepiraeTbca y giten, 6aTbKM AKMX 3HAXOAATbLCA B KPOBHOCMOPiAHEHUX
wnbax..

* MpoaBnsaeTbca Ha NnepLIOMY PoLY XKMUTTA, 40 1—2 POKY KAiHiYHi NPoABM CTaloThb
ACKpPaBO BMParKEHMMM.

* MocTynoBo nporpecye BiacTaBaHHA B PocTi, (hopMyBaHHA 4,etOPMOBAHOIO CKeneTy
BKOPOYEHHA WHi, BUNMHAHHA HMXHiX pebep, Kido3 rpygHOro, NOACHMYHOrO
BigAiny,, NonaTtku po3MileHi BUCOKO, KMCTi WMPOKi, V naneL KOPOTKHUM,
BUMKPUBJIEHMM.

* (DopMyI0TbCA 3rMHa/IbHi KOHTPAKTYpM MOYMHAIOUM 3 NIKTbOBMX Ta MIEHOBUX
cyrnob6is, nisHiwe NpMeAHYIObLTCA CYr106M HMXHiX KiHLIBOK, Yepes ue XBopi
XOAATb Ha HaniB3irHeHM®¥Morax HaBLIMUHBLKM. .

* 3MiHM 3i cTOpPOHM cepuA (CMCTOMIYHMI LWYM ,NPUFAYLLIEHT TOHU, PO3LUMPEHHA MEX
cepuyf). CnocTtepbirasTbCA 3HUXKEHHA CAyXYy.

* 3 BikomM HapocTa€e po3yMoBa BifCTanicTbaXx 40 CTaHy, WO Haragye BEHINbHY
aMaBpPOTUYHY igioTilo.

* CnocTepiraeTbca HEBPOTMYHA CMMMTOMATHKA: MiABMULLEHHA TOHYCY M’A3iB, Nnapaniyi
NOpYyLIeHHA KoopaMHauil pyxiB.









* BuaBNAOTLCA 3MMHU 3i CTODOHU OYEN:

® NMOMYTHIHHA POriBKMpPi3HOro CTyneHHA

e306i/IbLUEHHA PO3MipiB pOriBKU

e BPOJAK€HAa rnaykomMa, nirMeHTHa aucrtbodisa CiTKiBKU
\ a4} 4 > : f -




* PeHTreHoNoriYyHo HasBHj
XapaKTepHi 3MiHM XpebuiB i camoro
xpebTa (Tina xpebuis KybonoAioHi 3

3a0KpYr/IEHMMU KOHTYPaMM,

NOCTYnoBY yuWwinbHWOLTLCA, Xl
rpyaHmn i 1—Il nonepkoBi xpeobu;i
MaloTb 3KOLUEHUM NepeaHbo BEPXHiM
BYroJ1, KOPOTKi 1 yLli/IbHEHi
BiAPOCTKM. Pebpa noToBLLUEH] B
nepeaHix Bigdinax,a B 3a4Hix
BigAinax TOHLWI, WO HaZa€E ™
lWadnenoAioHoT popMu. Katoumui
KOPOTKi, BUrHYTi i onyueHi JOHM3Y










—_— i

*BnepLue on1caHMM amepuKaHCbKMM odTanbMosiorom LLlams
(H.G. Scheie) B 1962 p.

*Mpu HapoAXKeHHi 03HaKM XBOpo6M BigcyTHi . Mepli cumnTomm
npoABAAlTbCA 3 3-6 poKiB [1oCcTynoBo po3BMUBAETLCA
oObMeXKeHHA pyXxiB B cyrsio6ax. O6MeKeHHA pyXiB HUXHiX
KiHUiBOK He3Hau4Hi, MOXXJIMBa iX BaJibr'ycHa gedopmauis.

*



af Hanb6inbw BuparkeHi Bci cumntoMm B
nyéeprtaTtHOMYy nepioai. BigMmivyaeTbcs
3aTpMMKa pocTty. B xBopnx po3smHeHa

MyCKysiatTopa , pMcu o061m4ua rpyo6i,
XapaKTepHMU LULMPOKMMU POT 3 ONyLLEeHUMM
BHM3 ByrnamMu. XapaktepHe nigsmiieHe
OBOJIOCiHHA , NYNKOBi i NaXBOBi FpuUXKi.

MorknuBe 3paBNE€HHA cepegUHHOro HepBa,
LLLO CYNPOBOAKYETbCA NepecTe3iiMu B
IHI—1V nanbyax KMcTi i atpodero M’a3iB

NiAHATTA BEJIMKOro nasabuda, NMOMYTHIHHA
poriBkM, rnaykoma(crtapwi 30 pokKiB),
nirMeHTHa guctpodia ciTkiBKu. IHoai

PO3BMBAETbCA HEAOCTATHICTb KJlanaHiB
aopTH, abo aopTa/ibHUM CTEHO3, MOXKJIMBA
renartocnjieHomerania. I[HTenakT He
nopyiweHum. PeHTreHonoriyHa KapTUHa
BUpaXKaHa cnabo.




MyKononucaxapmaos tmna |l

(cMHppoM ['yHTepa).

*  CMMNTOMAaTHKA NPOABNAETLCA 3 2
POKiB i BUparKeHi cnabwe Yacriwe
XBOPilOTb X/IONYUKHU.. B 3—4 poKku

3’ABNAOTbCA NOPYLUEHHA KoopAMHauil
pyXiB — Xo4a CTa€E HeBNEeBHEHOIO,
AiTM NpUu xoab6i 4YacTo NaaarThb ,
XapaKTepHa eMolinHa N1abinbHicTb,
arpecuBHiICTb. Bia3Ha4yaloTb TaKOX
nporpecyr4y TyropyxicTb, By3/IMKOBe
YpaXKeHHSA WKipU CNUHMU,
OCTeO0apTPUTHU, HE3HAYHA
renatocnsieHoMeranifa. B ctapwomy
Billi 3’ABNAETLCA /IerKe NOMYTHiIHHSA
POriBKM..
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B. Mucopolysaccharide storage disease type Il (Hunter)

* Budinaromb 0Osa sapiaHmu
xsopobu: A i B.

BapiaHT A. Bci cumnTomMH
BUpaXKeHi, XxBopoba NnpoTiKae
TAXKO, 3 PO3YMOBOIO BiACTanNiCTIoO,
CMepTb Hactynae B Bidi go 15
POKiB.

BapiaHT B. Nepe6ir xBopoou
NNerkMu, po3ymMoBa 34aTHiCTb
HeBUparkeHa, abo BigCyTHA, XBOpi
MOXYTb NMPOXUTU 6/1M3bKO 30
POKIiB



® OnucaHuM aMepuKaHCbKMM neaiatpom CaHdinino (S.J. Sanfilippo) B 1963 p. Yactota 1 Ha 100
000-200 000 HoBOHapoaXeHuX. licna HapoaKeHHA BNpoAoBXK 3-5 poKiB AUMTUHA
pPO3BMBAETLCA HOPMaJIbHO, NMPOTe B AeAKUX BUMNAaAKaX CrnocTepiraloTbCcA He3rpabHa xoaa,
yCKNnagHeHe KoBTaHHA. lMepwi cuMNToMu XBOpOOM Y BUrNaAi NOpyLIEeHb CHY 3'ABNAIOTLCA Y
AitTen ctapue 3 poku. MocTynoBo po3BUBAETLCA anaTisd, 3HUXKYETbCA iHTepec A0 irpaLlokK,
Bil3HAa4Ya€ETbCA 3aTPMMKa NCMXOMOTOPHOIO PO3BMTKY, NMOPYLUEHHA MOBU, PUCU 06IMYYA
rpy6itoTb. 3'aBNAOTbCA HETPUMAHHSA cevi i Kany, AiTM nepecTaloTb yni3HaBaTU OTOYEHHS.
Big3Ha4aloTbCA TaKoXK 3aTPUMKa POCTY, KOHTPAKTYpU Cyrao6iB, rineptpuxos, nomipHa
renartocnjieHoMeranis.

® [pu peHTreHonoriYHOMy AoCNiAXeHHi KiCTKOBi 3MiHM TaKi X, AK npu cMHgpoMmi lN'ypnep (ane
BUpaXKeHi cnabko), abo BiacyTHi. Ha BigMiHy Big onucaHMx Buwe TMNiB Npu XBopooi
CaHdinino B KNiHiYHiIM KapTUHiI NnepeBarkae po3yMoBa BiACTaNiCTb; ypayKeHHSA POriBKM i
cepLeBo-CyAMHHOT CUCTEMM BiACYTHI. JleTaslbHMM KiHeub HacTae 3a3BuyaM B Bili 10-20 poKis
yepe3s iHpeKUiMHI YUHHUKM.
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® 3axBoptoBaHHA B 1929 p. He3aNeXXHO 0auH,
BiZj OAHOro ynepiue onucaim ypyrsancbKum
nepiatp Mopkio (L. Morquio) i aHr NiMCbKUM
pagionor bpenncdopg (J.F. Braiisford).
YacTtoTta go 1: 40 000. Aitv HapogXytoTbCA
6e3 O3HaK XBOpoOM. MepLi cumnTomMH
3'ABNAOTLCA Y Bili 1-3 poKy, i o 7-8 poKiB
KJliHiYHa KapTHMHa BXXe MOBHICTIO
BUpaXKeHa.



Mykononicaxapmao3 tuny IV (cuHapom Mopkio, xBopoba
Mopkio).




y 1960 p. ynepuwe onvcaHMu dpaHLy3bKMMHU
nikapamu Mapoto (P. Maroteaux) i Jlami (M.
E.J. Lamy). lNepwi cuMnTOMMU 3'ABNAIOTLCA Y
AiTeUn cTaplue 3a 2 poKMu.



* Mpw peHTreHonoriyHomy
AOoCNigXeHHI BUABNAKTbLCA 3MiHN
XpeouiB : B rpyaAHOMY - CKOJ1i03,
nonepeKkoBoMy - Kipo3; y ycix
Bigainax Biag3Ha4YaeTbCcA
NAaTUCNOHAUIINA - CNJIOWEHHS i
PO3LUPEHHSA TiN XpebuiB, Ynm
NMOACHKETLCA XapaKTepHe
YKOPOUYEHHS Tynyba i He3BUYHO
KOpPOTKa WKNA. SMIHIOIOTbCA KiCTKU
Ta3y : BepTNyXHble 3anaguHu
NMOCKi i WMPOKI, IX gax
CKOLUEHUN, Kpuna KryooBux
KiCTOK HenpaBuIibHOI hopmu;
KOHTYPM YCiX KICTOK HEpIiBHi.










Cungpom LLaga. Mykononicaxapungos tuny - V.




Mykononicaxapudo3 muny VIl (cuHOpom

CnaAa). Onucanuit Chaem (W.S. Sly) B 1973 p. KniHiuni
NposABU CXOXi 3 cMHApoMoM CaHdinino. JiarHos

BCTAHOBJIOIOTb TiJIbKM NpH AeTa/IbHOMY 6i0oXiMiYHOMY
AOCNiAXKEHHI.

Mykononicaxapudo3 muna VIl (cuHdopom Ai

®eppaHme). Onucaumin [li deppanTe (N. Di Ferrante) ta
iH. B 1978 p. N0 KNiHiYHMX NposiBaX CXOXWUM 3
MYKonoimcaxapmaosom tuny IV (cuHapom Mopkuo), ane Ha
BiAMiHY BiZ HbOro npmu Mykonoamcaxapmaose tmny Vil
BUPaAXKeHa 3aTpUMKa NCUXOMOTOPHOIO 1 IHTENIEKTYa/lIbHOIro
PO3BUTKY.
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* JlikyBaHHA cumnTOMaTHuHe. MpK LbOMY XBOPMX CNOCTepiraoThb
pi3Hi daxiBui - Xipypru (BMganeHHa rpux), opronegm
(opToneguyHa KopekKLisa nopyleHb OMOPHO-PyX0OBOro anapary),
neagiatpu (y 38'A3Ky 3 YaCTUMM rOCTPUMMU pecnipaToOpHUMM
BipyCHMMM iH(EKLiAMMU, cepLeBOo-CYyAUHHOI HeA0CTaTHICTIo),
OTOPUHOJIAPUHI 010U (Y 3B'A3KY 3 NOPYLUEHHAMM CJyXY,
XPOHiIYHMMMU OTUTAMM i CUHYCUTaMM), 0pTasIbMOJIOTH,
HeMpoXipypru i HeBponartoJloru (BHyTpilWHbOYepenHa
rinepreHsia). BUKkopuctaHHA ANA niKyBaHHA rOpMOHa/IbHUX
npenaparis (KOPTUMKOTPOMiHY, MTIOKOKOPTMUKOIAiB, TUPEOIgUHY),
BiTaMiHy A, nepesiMBaHb nNpenapartiB KpoBi njia3mMu, BBe4eHHS
AeKcTpaHa- 70 npuBOoAMTb MLLE A0 TMMYACOBOro MOJIIMLWEeHHA.

MporHos npu ycix ¢popMax HeCNpUATIMBUMU, OCKiIbKM 3 BiKOM
HaApOCTalTb 3MiHMU cKeneTa, NopyleHHA PYHKLiN pi3HMX opraHiB i
CUCTEM.






