


e rpyna cMyemdwﬁhmaxa

(KMcanx MyKononicaxapuais) B pe3y/ibTarTi
reHeTUYHO 0OYMOBJIEHOT HEMOBHOLIHHOCTI
depMeHTiB, WO 6epyTb y4acCTb B X pO34eErJIEHH;.
YCnaaKoBYETbCA 3a ayTOCOMHO-PeLECUMBHUM
TUMOM.
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° | TMN — cuHApoM Xypaep , NiATUN --- CUHADOM XypJiep-
LLlana O6ycnoBneHi aediumtom anbda-L-igypoHigasmu (bepmeHT
KaTtaboniamy MyKornonicaxapmao3siB. 3axBaptoBaHHA NOCTYMNOBO
NPU3BOAMTb A0 HAKOMMUYEHHA B TKAHMHAX renapuvHcyabdary i
AepmaTtaHcynbdarty. Buainaiote Tpu peHoTUnu: cuHApoM Xypaep,
cuHapom Laa v cmHagpom Xypnep-Las.

® || TN — cuHapoM XaHTepa

* lll Tun — cnHapom CaHdinino

® |V tMn — cuHapomM MOpKio

°*V1tnun — cuHapom LLlasg

* VI Tn — cuHagpom MapoTto—/lami

* VIl Tvn — cuHapom Cnaa (aedpuumt B-raoKypoHigasmn)

* VIll Tun — cuHapom in-depaH
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* Bneplue onmcaHui HiMeubkuM negiatpom G. Hurler B 1919 p. YacTto
crnocTepiraetbca y giten, 6atbKM AKMX 3HAXOAATbLCA B KPOBHOCMOPiAHEHUX
wnobax..

* NpoABnAeTbCA Ha NEPLIOMY POLi XMTTA, 0 1—2 POKY KAiHiYHi NposBM CTaloTb
ACKpaBO BMPa*KeEHUMM.

* MocTynoBo nporpecye BiacTaBaHHA B PocTi, (hOpMyBaHHA 4,etOPMOBaAHOIo CKeneTy
BKOPOYEHHA WHi, BUMMHAHHA 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 NpMeAHYIObTCA CYr106M HMXHiX KiHLIBOK, Yepes ue XBopi
XOAATb Ha HaniB3irHeHWEHOrax HaBLIMMHBKM..

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

* 3 BikoM HapocTa€e po3yMoBa BifCTaNicTbaX 40 CTaHy, WO Haragye BEHiNbHY
aMaBpPOTUYHY igioTilo.

* CnocTepiraeTbca HEBPOTMYHA CMMMTOMATHKA: MiABULLEHHA TOHYCY M’A3iB, napaniyi
NOpYyLIeHHA KoopAMHauil pyxiB.









* BuaBAAOTLCA 3MMHU 3i CTODOHU OYEN:

® NMOMYTHIHHA POriBKMpPi3HOro CTyneHHA
e306i/IbLUEHHA PO3MipiB POriBKU
® BPOAK€HAa rnaykomMa, nirMeHTHa aucrtbodifa CiTKiBKU




* PeHTreHOoNoriYyHo HasBHj
XapaKTepHi 3MiHM XxpebuiB i camoro
XpebTa (Tina xpebuis KybonoAioHi 3

3a0KpYr/IEHMMU KOHTYPaMM,

NOCTYnoBY yuWwinbHWOLTLCA, Xl
rpyaHmn i 1—Il nonepkoBi xpeobu;i
MaloTb 3KOLLEHUM NepeHbOo BEPXHiM
BYroJ1, KOPOTKi 1 yLli/IbHEHi
BiAPOCTKM. Pebpa NoToBLLUEH] B
nepeaHix Bigdinax,a B 3a4HiX
BigAinax TOHLW, WO HaZa€E ™M
lWadnenoAioHoT popMu. Katoumui
KOPOTKi, BUrHYTi i onyuweHi JOHU3Y
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*BnepLue on1caHMM amepuKaHCbKMM odTanbMosiorom LLlams
(H.G. Scheie) B 1962 p.

*Mpu HapogeHHi 03HaKK XBopo6u BiacyTHi . Mepli cumnTomu
npoABAAlTbCA 3 3-6 poKiB [1oCTynoBo po3BMBAETLCA
obMeXKeHHA pyxiB B cyrsiobax. O6MeKeHHA pyXiB HUXHiX
KiHUiBOK He3Hau4Hi, MOXXJIMBa iX BasibrycHa gedopmauis.

*



7 Hanb6inbw BuparkeHi Bci cumntomMm B
nyéepraTtHOMy nepioai. BigMmivyaeTbcs
3aTpMMKa pocTty. B xBopnx po3smHeHa

MyCKysiaTopa , pMcu o06am4usa rpyo6i,
XapaKTepHMU LULMPOKMMU POT 3 ONyLLEeHUMM
BHM3 ByrnamMu. XapaktepHe nigsmiieHe
OBOJIOCiHHA , NYNKOBi i NaXBOBi FpuXKi.

MoknuBe 30aBNEeHHA cepegUHHOro HepBa,
LLLO CYNMPOBOAKYETbCA NepecTe3siiMu B
HI—1V nanbuax KMcTi i atpodeto M’a3iB

NiIAHATTA BEJIMKOro nasabuda, NMOMYTHIHHA
poriBkM, rnaykoma(crtapwi 30 pokiB),
nirMeHTHa guctpodia citkiBKu. IHoai

PO3BMBAETbCA HEAOCTATHICTb K/1anaHiB
aopTH, abo aopTa/IbHUM CTEHO3, MOXKJIMBA
renartocnjieHomerania. IHTenakT He
nopyiwieHnm. PeHTreHonoriyHa KapTUHa
BUpaXKaHa cnabo.




Mykononucaxapugos tuna

(cuHapom 'yHTepa).

& *  CMMNTOMAaTHKA NPOABNAETLCA 3 2
POKiB i BUparKeHi cnabwe Yacriwe
XBOPilOTb X/IONYUKU.. B 3—4 poKu

3’ABNIAIOTLCA NOPYLUEHHA KoopAuHauil

pyXiB — Xo4a CTa€E HeBNEeBHEHOIO,
AiTM NpUu xoAab6i 4YacTo NaaarThb ,
XapaKTepHa eMoLiMHa NabinbHicTb,
arpecuBHiICTb. Bia3Ha4yaloTb TaKOX
nporpecyr4y TyropyxicTb, By3/IMKOBe
ypaXKeHHSA WKipU CNUHMU,
OCTe0apTPUTHU, HE3HAYHA
renatocnsieHoMeranifa. B ctapwiomy
BiLli 3’ABNIAETLCA /1Ierke NOMYTHIHHSA
POriBKM..
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B. Mucopolysaccharide storage disease type Il (Hunter)

* Budinaromb 0Osa sapiaHmu
xsopobu: A i B.

BapiaHT A. Bci cumnTOoMH
BUpPaXKeHi, XxBopoba NrpoTiKae
TAXKO, 3 pO3YMOBOIO BiACTaNiCTIoO,
CMepTb HacTynae B Biui go 15
POKiB.

BapiaHT B. lNepe6ir xBopoou
NNerkMmn, po3symMoBa 34aTHiCTb
HeBMpaXKeHa, abo BiACYTHA, XBOPpi
MOXXYTb NMPOXUTU 613bKO 30
pOKiB
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® OnucaHuM aMepuKaHCbKMM negiatpom CaHdinino (S.J. Sanfilippo) B 1963 p. Yactota 1 Ha 100
000-200 000 HoBOHapoaxeHuX. icna HapoaKeHHA BNpoAoB:K 3-5 poKiB AUTUHA
PO3BUBAETLCA HOPMaJibHO, NMPOTe B A€AKUX BUNAaAKaX CrnocTepiraloTbCcAa He3rpabHa xoaa,
yCKnagHeHe KoBTaHHA. lMepwi cuMnToMu XBOpOOM Y BUIrNaAi NOpPYLIEHb CHY 3'ABAAKOTLCA Y
AiTen ctapuwe 3 poku. MocTynoBo po3BUBAETLCA anaTif, 3HUKYETbCA iHTepec A0 irpaLlokK,
Bij3Ha4Ya€TbCA 3aTPMMKa NCUXOMOTOPHOIO PO3BUTKY, NOPYLUEHHA MOBM, PUCU 061MYYA
rpy6iloTb. 3'ABNAIOTbCA HETPMMAHHA cevi i Kany, AiTM nepecTaloTb ynisHaBaTM OTOYEHHA.
Big3Ha4aloTbCs TaKOXK 3aTPUMKAa POCTY, KOHTPAKTYpM Cyrn106iB, rineptpuxos, NoMipHa
renartocrnjieHomMeranis.

® [lpu peHTreHonoriYyHoMy AOCNiAXEHHi KiCTKOBi 3MiHM TaKi X, AK npu cuHapomi N'ypaep (ane
BUparkeHi cnabko), abo BiacyTHi. Ha BigMiHy Big on1caHux BUWe TMNiB rnpu XBopoobi
CaHdinino B KNiHiYHiIM KapTUHiI NnepeBa)kae po3yMoBa BiACTaNiCTb; ypaXKeHHS POriBKM i
cepLeBo-CyAMHHOT CUCTEMM BifCYTHi. JleTalbHMM KiHelb HacTa€ 3a3Bu4am B Bili 10-20 pokis
yepe3s iHpeKUiMHi YUHHHUKM.
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® 3axBoptoBaHHA B 1929 p. Hesa/leXHO 0AMH |
BiZi OAIHOrO ynepLue onucaim ypyrsaucbKum
negiaTp Mopkio (L. Morquio) i aHr NTIMCbKUM
paagionor bpeuncoopg (J.F. Braiisford).
Yactota go 1: 40 000. 4itv HapoaXyTbCA
6e3 03HaK XBOpoOMu. lMepLi cuMnToMM
3'ABNAIOTLCA Y Bili 1-3 poKy, i o 7-8 poKiB

K/NiHIYHa KapThHa BXKe MOBHICTIO BUPa*KeHa.



Mykonornicaxapuaos Tuny IV (cuHapom Mopkio, xBopoba
Mopkio).




y 1960 p. ynepuwe on1caHMu dpaHLy3bKMMHU
nikapamMu Mapoto (P. Maroteaux) i Jlami (M.
E.J. Lamy). lNepwi cuMNTOMMU 3'ABNAIOTLCA Y
AiTen cTaplue 3a 2 poKMu.



* Mpw peHTreHonoriYHomy
AoCnigXeHHI BUABNAOTLCA 3MiHUN
XpeouiB : B rpyaAHOMY - CKOJ1i03,
nonepeKkoBoMy - Kipo3; y ycix
Bigainax Biag3Ha4YaeTbCA
NAaTUCNOHAUIINA - CNJIOWEHHS i
PO3LUPEHHSA TiN XpebuiB, Ynm
NMOACHKETLCA XapaKTepHe
YKOPOUYEHHS Tynyba i He3BUYHO
KOpPOTKa WKnA. 3IMIHIOOTbCA KiCTKU
Ta3y : BepTNyXHble 3anaguHu
NMOCKi i WMPOKI, IX gax
CKOLUEHUN, Kpruna KryooBux
KiCTOK HenpaBuIibHOI hopmu;
KOHTYPM YCiX KICTOK HEpPIBHi.










Cungpom LLaga. Mykononicaxapungos tuny - V.




Mykononicaxapudo3 muny VIl (cuHOpom

Cs1aAa). Onucanui Cnaem (W.S. Sly) B 1973 p. KniHiuni
NposABM CXOXKi 3 cMHApoMoM CaHdinino. AiarHos

BCTAHOBJIOIOTb TiJIbKM NpH AeTa/IbHOMY 6ioXiMiYHOMY
AOCiAXKEHHI.

Mykonosicaxapudo3 muna VIl (cuHopom Ai

®eppaHme). Onucanuin [li depparte (N. Di Ferrante) Ta
iH. B 1978 p. M0 KNiHiYHUX NpoABax CXOXWUM 3
MyKonosimcaxapmaosom tuny IV (cmHapom Mopkuo), ane Ha
BiAMIHY BiJ HbOro npu Mykonoamcaxapmaose tmny Vil

BMpaXKeHa 3aTpMMKa NCUXOMOTOPHOIO i iHTENEKTYaIbHOro
DO3BUTKY.




*

* JlikyBaHHA cumnToMaTHyHe. MpM LbOMY XBOPMX CNOCTEpPiraloTb
Pi3Hi daxiBui - Xipypru (BMpaneHHa rpux), oproneam
(opToneguyHa Kopekuia nopyleHb ONOpHO-PYyX0OBOro anapary),
neaiaTtpu (y 3B'A3KY 3 YaCTMMU FrOCTPUMM pecnipaToOpHUMMU
BipyCHMMM iHdeKUiamMn, cepueBo-CyAUHHOI HeAO0CTaTHICTIO),
OTOPMHOJIAPMHI 00U (Y 3B'A3KY 3 NOPYLUEHHAMMU CNYXY,
XPOHIYHMMMU OTUTaMMU i CUHYCUTaMMH), O(PTa/IbMOJIOT M,
HeMpoXipypru i HeBponaToJioru (BHyTpilUHbOYepenHa
rinepTeHsia). BUKopuctaHHA ANA NiKyBaHHA rOPMOHAaIbHUX
npenapariB (KOPTUKOTPOMiHY, FTIOKOKOPTUKOIAIB, TUPEOIAMHY),
BiTaMiHy A, nepenuBaHb npenapartiB KpoBi njiasmMu, BBeA€HHA
AeKcTpaHa- 70 npuBOAUTL IMLLE A0 TMMYACOBOIO MOIMLWEHHA.

MporHo3 npu ycix ¢popMmax HeCnpUATAMBHUU, OCKi/IbKM 3 BiKOM
HapoCTalTb 3MiHU CKeneTa, nopylweHHs PYHKLiM pisHMX opraHiB
i cuctem.






