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Mykononusaxapugosa Il
(CMHApPOM Ha XBHTBHP)

CsetnaH CumeoHOB

Cneumnanu3aHT OTOPUHONAPUHI OO NS
kvm YMBAJT ,[pog. a-p CrosH Kupkosuy®, Ctapa 3aropa

M3030MHHUTE OOJIECTH HA HATPYIIBAHETO Ca

rpyna ot Hax 40 HaciencTBeHH MeTabo-

JIUTHU 3a00JsIBaHUS, BKIIIOYBAILA U MYKO-
nonuzaxapuaosure (MII3), ¢ o6ma uecrora 1:7700
’KMBOPOJICHH M XETEPOTE€HHA KJIMHUYHA KapTHHA.
[Tpu Bcuuky TAX eTHOJOTHATa ce 0a3upa Ha €H3H-
MeH neHuIuT M OTiaraHe Ha HEpa3TpajieH Cyo-
CTpar B KJICTKUTC Ha LCJIUA OPraHUu3bM.
Myxkomnonu3zaxapuuTe ca HU3TPajeHu OT IJIIOKO-
3oamunorukanu (I'AI'), cBbp3aHu ¢ mpoTeuH ¢
SAIpO OT XHAIypOHOBa KHcenuHA. JIn3030MHHTE
CH3UMH pas3rpaXkJaT Te3H MaKpPOMOJICKYIH [0
xenapancyngpar (XC), mnepmarancyndar ([C) u
keparancyndar (KC). Enzumen nepunut Onokupa
TAXHOTO MeTaboIn3upaHe U BOJIM 10 HaTpyIBaHe-
TO HA TOPECIIOMEHATUTE MPOAYKTH B JIN3030MHUTE
Ha BCHYKH KJIETKH, KaTo MO TO3M HaYMH HapyIIaBa
TAXHOTO QyHKIMOHUpaHe. XC ce oTiiara OCHOBHO
B 0a3amHUTE MEMOpaHU U MOBBPXHOCTH Ha KIJIET-
kute, a JIC — 0co0eHO B KJIIETKUTE HA KOXKATA, KPb-
BOHOCHHUTE CHJIOBE U ChpAeyHHUTE Kianu. OTinara-
HHA Ha OPOTCOITIMKAHM HMMa HaBCAKBAC — KOXKa,
koctH, ctaBu, [ITHC, cwpiie, 6enu npoboBe, 4YepeH
npo0, nedeno yepso... Al ce cekperupar B ypu-
HaTa, KBJETO JIECHO MOTaT Aa Obaar 1adopaTopHO
OTKPUTH.
Oo6mara yecrora Ha MII3 e 1:22500 »xuBopoaeHw,
a Jyecrorara Ha OTIEIIHUTE TUIIOBE Bapupa 10 Hal
1:162000. Cwmsra ce, 4e TS € HEOOILIEHEeHa Topa-
AU HAJIWUYHUETO Ha BCC OILIC HCOTKPUTU Cliydau U
BEPOSITHO € IO-BHCOKA. YHACIENsBaT CE€ aBTO30M-
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HO—peuecuBHo, ¢ n3kmouenne Ha MII3 11, Cunn-
poM Ha XBHTBp, KOSTO € ¢ X-CBbP3aHO YHaCHels-
Bane. Ha naykara ca uzBectnu 7 tuna MII3 — ot I
no IX, karo V u VIII nuncear. Ilpu Bcaka oT TsIX
“Ma JePUINT Ha pa3IudeH €H3UM OT OOMsHaTa Ha
I'AT, koeTo 00ycnaBsi U pa3iauMyHaTa €H3UMO3aMec-
tutenna tepanus (E3T). [Ipu mbpBuTe TpU THITA
(Cunpapom Ha Xbprep — MII3 I, Cunapom Ha XbH-
ep — MII3 II (xmacuuecka dopma) m CunApOM
Ha Candununo — MII3 III) uma Texxka ymcTBeHa
perapaanus. Jleuenue e HanmmuHo camo 3a MII3 1,
MII3 11 u MII3 VI

CunznpomMbT Ha XBHTBP € X-CBbp3aHa JIM3030MHA
0osiecT Ha HAaTPYNBAHETO, 3acsAraila MOYTH Camo
MBXKKHUS 0] (B CBETa MMa caMO 3 MOMHYETa C
Ta3u JuarHoza). XomosuroreH XX CuHIpoM Ha
XBHTBp € Ka3yHCTHKA, Thil KaTo OOJHUTE MOM-
yeTa OOMKHOBEHO HE JOKMBSBAT PENPOIYKTHBHA
BB3pacT, HO JIOPU U Ja OCTaBAT IOKOJIEHUE, 3a J1a
nma 25% BEeposSTHOCT Aa ce poau OOJIHO MOMHUYE,
TO ¥ MaiikaTta TpsOBa Ja € HOCUTEIN Ha Je(PCKTHHS
red. Hanuunute Tpu ciyyas B cBeta ce OOsICHS-
BaT C HOBOBB3HHUKHAJIN MYTalMM U XPOMO3OMHH
MpPEHAPEeXKIaHUsI WM C TbJIHA WHAKTUBAIUS Ha
He3acerHarara X-XpoMo30Ma BbB BCHUYKH KJIETKH.
JlocTaTbuHO € MUHMMAJIHO KOJIMYECTBO OT €H3UMA,
3a J1a He ce MPOsIBU 3a00IIIBaHETO, M IPU MOMUYETa
TO C€ JIOCTaBsl OT He3acerHarara X-xXxpomo3oma B
CIy4dail Ha HOCUTENCTBO. Taka MallkKUTe, HOCHUTEI
Ha TeHa, rpenaBar OoJeCTTa Ha MOJOBHHATA CH
cuHoBe (25% OT TOKOJICHHETO) W TeHa Ha MOJIOo-
BUHaTa cu awuiepu (25%). Taka ce yHacnenssa
Cungpom Ha XBHTEP B 70% o1 cimyuaute. Ilpn
ocrananute 30% ce kacae 3a Bb3HHKHaJIa de novo
myTtamus (Hag 400 U3BECTHH MyTaIlll — missense,
nonsense, MaJK{ WHCEPLHUH, JENCUUN WU IThJIHA
JIeJIels Ha TeHa, JIoKajau3upaH B Xq28).
[Ipennonaraemara cpeana yectora Ha CuHApOM
Ha XbHTBHDP € 1:162000 MBXKH pakJaHusi, KaTo B
bbarapust ce ouakBa 1 manueHT Ha BCEKH 2 TOJIU-
HU. PasnpeneneHnero He € paBHOMEPHO U Bapupa.
B U3zpaen nanpumep e 1:34000 MBbxKKH paxkaaHus,
a B CAIJ — 1:162000, kakBaro ce mpezamnonara, e
e u y Hac. B momeHTa B bbarapus ca HanuyHu 4
MOMUYETa, KaTo eIUHUSAT € C JIeka hopma Ha 3a0071s-
BaHeTO, 0€3 YMCTBEHO M30CTaBaHE U € Beue Ha 22
roguau. He ca oTkpuTu oiiie noHe 4 — 5 nanyeHTy.
CrpuiecTByBa CBETOBEH PErHCTHD Ha MAIUCHTHUTE
cbc Cuampom Ha XbHTHP (Hunter Outcome Sur-
vey), B KOWTO ca BKiroueHu okojio 2000 Ha Opoid.
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MII3 II ce xapakrepusupa ¢ ACPHUIHUT HA JTH3030M-
HUSl €H3UM UAypoHaT-2-cyadaraza, HEOOX0aUM 3a
pasrpaxknanero Ha Mmykononuzaxapuaute unu [AT
B pe3yJITaT Ha KOETO T€ CE€ HATPYIIBAT B JIN3030MHUTE
Ha BCUYKH KJIETKU U YBPEXJAT TSAIXHATA QYHKIIUS.
3a00s1BaHETO € OTKPUTO OT KAHAJCKUS JIEKap JI-p
Uapnz XbHTHp npe3 mapT 1917 1., uneto nume HOCH.
[Ipenu moBeue OT €QMH BEK TOM OINMCBA JBaMa
OputaHcku Opats Ha 8 u 10 rogMHM C HUCHK PBCT,
Makpouedanusi, yMOUIUKaIHA XEpHHs, IIyXOTa,
KapJUOMerayusi, CTaBHU KOHTPAKTYpH M KOCTHO
3acarane. Jlocta mo-KbCHO CTaBa SICHO, Y€ Ce Kacae
3a MII3 II u onucanute npeau 100 r. cumnromu ce
HaOJIro/IaBaT v JHEC y OOTHUTE Jera.

Knnnnyna xapakrepucruka

Hemnara ¢ MII3, B ToBa uyucno cec CuUHAPOM Ha
XBHTBP, U3MISKIAT CHbBCEM HOPMAIHU NPH Paxk-
JTAHETO U HAMAT HUKAKBH OeJie3u Ha 3a00II1BaHETO.
PytuHeH ckpuHMHr Ha HOBOpoxaeHuTe 3a MII3 II
BCE OIll¢ HE € HAJIMYEH B CBETOBEH Mallad 3apaau
BHCOKaTa LieHa. BriocnencTeue ce pa3BuBa Xapak-
TepeH (PEHOTHUII, KaTO IbJIHATA MPOsBA € OKOJIO 2-
TOJUIIIHA BB3PACT, KOr'aTo JIULEBUAT TU3MOPPHU3IbM
€ Bede MouyTH HambiaHO odopmeH. IlocraBsHero
Ha Jauar”osara mpeau 1,5 — 2 . e Ka3yuCTHKa,
OCBEH ako HsMma ¢amMuiHa aHaMmHe3a. Jlororasa
MOMYEHI[aTa ca JOPH JIEKO U3IPEeBapBalldl B HEPB-
HO-IICUXUYHOTO CHU DPAa3BUTHE 3apaju TOJIEMHTE
CTPYKTYpH, HO CJIeJl 2 TOIUHH T€ PSA3KO M30CTaBar.
Benuku gena ¢ Tasu auarsHosa ca ¢ HUCHK PBCT, a
Te3W ¢ Kiacuyecka ¢opma Ha 3a00SIBAHETO — U C
TeXKa yMCTBeHa perapnpauusi. CMbpTTa € paHHa
— OOMKHOBEHO B THHHEHIKBpPCKA BB3PACT, PSIKO
10 20 — 30 rogunu (mpu no-nexkute GopMmu).
WutepeceH e (hakThT, 4e Hall-Bb3pPACTHHST MAI[HEHT
B cBeTa cb¢ CuHAPOM Ha XBHTBP € Oui Obiarapux
Ha 60 1., KOoiTO € OmT 6€3 YMCTBEHO M30CTABAHE U €
MOYMHAJI PEIM HAaYaJIOTO Ha TepanusTa B pe3yarar
Ha pa3BWJIA C€ Be4Ye ChP/IEYHA HEAOCTAThUHOCT.
[IbpBUTE ClienMaNUCTH, KOUTO OMXa MOIJIU J1a 3aI10-
nospar MII3 1I, ca: nexuarpu, AETCKU XUPYpP3H U
OTOPHHOJIAPUHI0JI03U. boitHNTEe MOMYeETa ca uecTo
OonemyBamy omie npeau sciaera Bb3pact (0 — 2 1)
C MOBTApALIM c€ MH(EKIMH HA TOPHU JAUXATEITHU
OBTUIIA ¥ CPETHU OTUTH U OOMKHOBEHO €THOBpE-
MEHHO C TOBa MMaT WJIM Beue ca MPEeThPIENN OIe-
pupanys oT abJlOMHUHAIHA XEPHUS — MHTBHHAJIHA
WIH ITBITHA.
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YecTr NOBTAPSIIIH CE CPEIAHU OTUTH B PE3YJITAT HA
TCcyHKIMS Ha eBcTaxuenara TphOa (00CTpyK-
s nopaau otmnaranusta Ha [AD) — 92%
Jln3ocTo3a HAa KOCTULIMTE HAa CPEAHOTO yXO
lonemy TOH3WIM U MaKpOIIIOCHS C TIOCTOSTHHO
JIMTaBeHE

TpynHO npernpinane

HenpasuiiHo noapeneHu KIIMHOOOpa3HH 3601
JIbBKarenHu nmpolieMu

XpoHUYHA PUHOpPEs,, OOMKHOBEHO O3 BHIUMa
nHpeKIus

Hazamna oGcTpyxkius

[IIymMHO nuIIaHe U XbpKaHe B pe3yaTar Ha Tuxa-
TenHa OOCTpyKIus (OOWJIHA ThKaH B TOPHHUTE
JIMXATEJTHU TTbTHUIIIA)

OO6cTpykTBHA ChHHA amHea (oTinarane Ha [Al
B MEKUTE ThKaHH Ha JJAPHHKCA U TPaxesTa)
VBpekaaHe Ha ThIaHUYeBaTa MemMOpaHa M Ha
VIII YMH

[IpoBonHa TiyxoTra B HAyaloTo, ClEA TOBA —
KOMOMHHpaHa ¢ J00aBeH CEH30pHOHEBpaJleH
eneMeHT — 98%

AOGHOpPMEH HeOHATaJIeH CIyXOB CKPHHUHT — 8%
TUMNaHOCTOMHH C TIOCTaBSHE Ha MaKapuiKa
CnyxonpoTte3upaHe

AICHOMJIEKTOMHHU, TOH3UJIEKTOMUH, aJCHOTOH-
3UJIEKTOMUHU

TpaxeoTomusi — mpu >KMBOTOCTIACSABAIIN TTOKA-
3aHUA

VBpeneHa myiaMoHanHa (YHKIUS OT PECTPUKTH-
BEH THUI

T'acTpoenTepoIOrMYHE CHMIITOMH

¢
¢

XenarocrieHOMerams

AOnomMuHanHa XepHUs (MHIBUHAJIHA W/MIU
I'bITHA), IBbJDKAILA Ce Ha cIa00CT Ha CheAUHM-
tenHata ThkaH (0 — 2 TOMMHU Hail-4yecTo)

Bonuucra quapust
Jlunica Ha koHTpON Ha AcdekanmsTa (67%)

Ckener

> & o o

Hucsk pbert, KbC TOPC

Kbca mus

Kudoszu, ckommosu, KupoCKoIno3u Wi rudyc
I[eFeHepaTI/IBHa XUIIAUCIIIAa3uAa

CraBHaA CKOBAaHOCT

<&
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3ane0erneHn axuIeCOBH CyXOKUIINS
KoHTpakTypy — MOXe Ja BBPBAT Ha NPBCTH
(manerr)

AOHOpMaHH pa3MepH u opma Ha KOCTUTE
Hapymenus B nmoxoaxara

Pwrie tum ,,rpabimBa nruna’ (rpyou IpbCTH ChC
CKOBAHOCT B CTaBUTE UM M HaMajieHa MOJIBHXK-
HOCT)

Omnepanuu o nosox Carpal Tunnel Syndrome
n/unm Tarsal Tunnel Syndrome

JInueBusT AM3MOPPU3LM

Odopms ce cien 2-roauiTHa Bb3pacT U BKITIOUBA:
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¢

rpyOH YepTH Ha JIMLETO

KbC BpaT

Makporedanus

nebenu rpyOu BeXKIU U Koca

M3ITBKHATN CYTIpaopOuTaTHu phOOBE

JIeTIpecHsi Ha OCHOBaTa Ha HOCa

[IUPOKU HO3JPU

ne0enu IUIbTHA YCTHU

MaKpOIJIOCHs C MPOTPY3Us Ha €3WKa, 3a Ja CU
OCHUTYPST CBOOOJEH IWXaTeJeH IbT, U IOYTH
MOCTOSIHHA CAJIUBAIIMS B PE3YJITAT HA TOBA
HapyIlIeHa JeHTUIHS — HeTIPaBHIIHO MOJPEICHU
KJIMHOOOpa3HU 3601

HETIOJIBM)KHA JTOJTHA YEJTFOCT.

Koxa

3aneOesieHa HeelaCTUUHA KOXKa

[Tarperupana koxa

MoHronouiHu NeTHa ¢ Mamyno3eH OOpHUB IO
KO)KaTa TUI ,,TOPTOKAIOBA Kopa“ — 0OMKHOBEHO
B rOpHara 4yacT Ha rbpOa, TOpHU U JOJHU Kpai-
HUTA

['pyOu kocmu

XUp3yTHU3bM (XUIEPTPUX03a MM EKCLECHUBHO
OKOCMSIBaHE)

CbpaevHn CUMIITOMH

OOuKHOBEHO cien 4,5-roanITHa Bb3pPaCT:

* & & & o o

Knarnuu aHoManuu — AUCIUIACTHYHH KJIATTH
Kapanomuonarus

CopaeueH mym

Apurmus

Koponapha 6onect

JlecHOCcTpaHHa chplIEYHA HEIOCTATHUHOCT (B
pe3ynTar Ha ChHHATa arHea)
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HepBHOHCHXH‘IHI/I CUMIITOMH

¢ IlporpecuBHO KOrHUTUBHO yBpexaane (75%)
npu 2/3 OT MAaIlMEeHTUTE ¢ U30CTaBaHE B Pa3BU-
THETO cieJ] 2-roauiiHa Bb3pactT. Ilpean ToBa
— II1aTo.

KbcHo npoxoxnane

KbcHo nporosapsine

Pannu npumagsim (34%); enunerncus
[loBenenuecku npobdaemu (45%)
XwunepaktuBHoCT (51%)

Komnpecus Ha rppOHauHUS MO3BK

* & & & O o o

llepBukanHa mMuoOmaTUs Mopaau 3aneodernsBaHe

Ha Jypara v TPaHCBEP3aJTHUS JIUTAMEHT

¢ Kommnpecus Ha nepudepHu HepBu — carpal/
tarsal tunnel syndrome (25%)

¢ VYBpexnaaHe Ha (PUHUTE MOTOPHH JBH)KCHUS

(33%)

Hawmanena uysctButenHoct (4%)

Bo3morkna xuaponedanus (17%)

Myckynna cnaboct (15%)

Tpynno npermbiiane (27%)

JbBrarenau npobdnemu (13%)

[Tpobaemu B moxoakara (33%)

* & & & o o o

AbGHopMHM 00pa3Hu wu3cienBanus Ha L[[HC
(85%)
[TpoGaemu B chus (72%)

<

¢ Jlurica Ha KOHTpOJ Ha Jedekanuara (67%) u Ha
ypunupaneto (63%)

O4HM cCUMIITOMH

¢ Imayxoma

¢ Perunanna nuctpodus

¢ IlombpTHABaHE Ha poroBumara? (HabmrOTaABaHO
OCHOBHO Tipu Jpyrute Tunose MII3)

Yact oT ropecrioMeHaTUTEe CUMITOMHU Ca IPHUYH-

Ha 3a BUCOK PHUCK OT YCIIO)KHEHUS, CBBP3aHU C

MHTYyOAI[MOHHATA aHecTe3Usl 10 BpeMe Ha 4YecTo

Hajaramure ce onepanuu. Jlemara TpyaHo ce

UHTYOUpAT W TPYAHO HM3JIM3aT OT YHOWKa MOpaau

HaJUYHUTE:

¢ Kwsca mus

¢ ATnaHTO-akCHallHa HECTaOMIHOCT — PUCK OT

KOMITpECHS Ha TPHOHAYHMSI MO3BK IO BpeMe Ha

oO11a aHecTe3us

Henoaswxna nonHa yemoct

Maxpornocus

YronemeHu HEOHU CIIUBULIU

> & o o

3anebeneHn IIIaCHU BPB3KH

2/2019

¢ CrecnHena Tpaxes

¢ Tpaxeomanamus

¢ OOcCTpyKIMs Ha TOPHU TUXATEITHU THTHIIA
[Topanu puckoBeTe, CBbp3aHU C €HAOTpaxeanHaTa
MHTYOAllMOHHA aHECTE3Ws, Olepaluu TpsOBa Ja
Ce M3BBPIIBAT CaMO BbB BHUCOKOCHEIUATH3UPAHU
KIMHUKYU ¢ 100pe 00yueH peaHMMAaIMOHEeH KUl U
C BB3MO)KHOCTH 3a (GUOPOMHTYOAITMS U TTOCIICBA-
II[a MTHTEH3UBHA TUXaTelHa peaHuMarus!

Cpenno no 2,6 . MmomueHnara csc CuHapom Ha
XBHTBP Ca TPETHpIETN HIKAKBAa XHPYPruyHa
uHTepBeHuus. 56,8% ca umanu noHe 2 omepa-
UMM TIpeau TOocTaBsiHEe Ha nuarnosara. 46% ca
OWJIM TIO/IJIOKEHH Ha MOBeUe OT €JIHA XUPYyPTHUIHA
npoueaypa npeau 3-rofulliHa Bb3pacT. 3apaiu
cnaboCT Ha ChEIMHHUTEHATA ThKaH OIepalnuTe
Ha XepHUU HE BUHATU Ca YCIICLIHU U C€ Hajarar
peonepanun. CHIIOTO ce OTHACS U 32 aJICHOUJICK-
TOMMHTE.

Cnen HampelnBaHe Ha JMarHo3ara XUPYPrUIHU
WHTEPBEHIIMU TpsiOBa Ja ce M3BBPIIBAT CaMO IO
JKMBOTOCTIACSIBAIIM MMOKA3aHUsI TTOPaId PUCKOBETE,
CBBbp3aHU ¢ o0mara anectesus!

AKo0 ce Ha0JI0MaBa aJeHOMJAEKTOMHS WJIH aje-
HOTOH3MJIOEKTOMHUS MOPAJAN XPOHUYHU HHeEK-
MU U A0JOMUHAJIHA XePHUS HJIM ONePalusl HA
TaKkaBa NMpM MOMYeTa 10 6 — roAMIHa Bb3PacT,
TOBA B MOIJIO JA E MII3 II. IIpu TakoBa
chbyeTaHue BEPOSITHOCTTA JeTeTO A2 MMA HAKOS
ot Bcuukute MII3 e 10 55%!

Heob6uuaitHo crpynBaHe Ha OOMKHOBEHH Oenesn
W CUMITOMU WIH XUPYPTHUYHU HWHTEPBEHIIMH WU
'K UHIMBUIyaJIHA MPOsBa HA HEOOMUYAHHN CUMII-
TOMH ca BOXHH 32 TIOpaXKJaHe Ha CbMHEHHE B JIha-
ruo3ara MII3 11!

Jleranuusat m3xonm 0Oe3 JiedyeHHWE HACTHIIBA OOHK-
HOBEHO B Kpasi Ha MBPBOTO JECETWJIETHE TOpa-
JIi UXareiHa HeAOCTaThYHOCT, ChbPCUHO-ChI0BA
MHCY(UITUEHIINS 1 HEBPOJIIOTUYHH YCIOKHEHUS.

Juarnosa

[Tbtar xbM aumarnosara ,,CuHApOM Ha XBHTHP
MOHSIKOTA € ABIBI. JlMarHoctuiypa ce M3KII0Yu-
TEJTHO TPYJIHO, ThH KaTo MposiBaTa MpH BCEKH Malln-
SHT € XeTeporeHHa. Mima 3abaBsiHe MKy IbPBHUTE
CHMIITOMH M MOCTaBsSHE HAa OKOHYATEIHA JUarHo3a,
KOoeTo Moke na Obnme ¢atasHo 3a jgerero. [larm-
CHTUTE OOMKHOBEHO IMOCEIAaBaT MHOTO Pa3IuYHH
CIIELMAIIUCTH, HO OTOPUHOJIAPUHTOJIO3UTE, 3a€THO
C JCTCKHUTE XHPYp3W MOraT Ja ca cpel II'bPBUTE,
Cpelaiy ce ¢ TaKkoBa MOMYE.
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YecTu morpenIHy AUMAarHo3u ca: UMyHeH aeduiur,

MYKOBUCIU/1032, AJI€PIHH. ..

YpHuHHA IMArHOCTHKA — JJOKa3Ba HAJIMYHMETO HA

I'AT, cvorBeTHO MII3 (HSIKOS OT cepemTe)

En3umMeH anaaus:

¢ OrmpenensiHe akTUBHOCTTA HA €H3UMa

¢ ll3mepBa ce B JIEBKOIUTH, KYJITUBUPAHA KOKHU
¢ubpobnactu (kokHA OHOICHS), CEpyM WIHU
mazma

¢ AKTUBHOCTTAa € 3HAYUTEIIHO HaMalieHa Ipu
3acerHaTy ManueHTH — 00MKHOBEHO 1o 1%!

¢ l3mepBaHeTo Ha 12s aKTUBHOCT B CyXH II€THA
KPBB CBILO € TOYEH METOJ 32 CKpUHUHT — DBS-
kit.

I'enernuen IHK ananm3s:

¢ 3agbIDKUTENIEH € 3a KEHCKH I10J1 3apajd HaJM-
YHETO U Ha HOpMaJIHa X-XpOMO30Ma, KOMITIEHCH-
pama nedexra mpu eBeHTYaTHO HOCUTEIICTBO

¢ He BuHaru mo3BoJisiBa MpeIBUKIaHE TEKECTTA
Ha 3a00JI1BaHETO

¢ Drain Blood Spot (DBS) Tect

AMHI/IOIleHTefSa: npu q)aMI/IHHa aHaMHE3a

Jleuenue na MPS 11.
TepaneBTHYHA BB3MOKHOCTH

¢ Ensumozamectutenna tepanus (E3T) — MIT3 11
€ mporpecupaio 3aboyisiBaHe U OTTOBOPBHT KbM
E3T 3aBucu MHOTO OT Te)KECTTa Ha KIMHUYHATA
KapTHHA [IPH 3all04BaHe Ha TEparusiTa u BpeMe-
TO HA CTAPTUPAHETO .

— MWurtpaBenozna wunHby3us c¢ Idursulfase
(ELAPRASE 2mr/min) 0,5 mr/kr 3a 3 gaca
BEIHBXK CEIMUYHO, pa3TBopeH B 100 M
¢usnonornueH pa3TBop (NpH JMICa Ha
peakiuu Ha UH(QY3UsATA TO3U MEPUOIT MOXKE
Ja ObJe MOCTEICHHO HaMalleH A0 1 Jac).
bvOpeunara u yepHonpoOHa AMCPYHKIUA
HEe BB3MpensTcTBarT kaupbHca Ha Elaprase.
Tepanusra e ogoopena or FDA u EMA nipe3
2006 1., a B boarapus e nanuyna ot 2012 1.,
HaITBJIHO peMMOypCHUpaHa €.

¢ TpancrmaHTanuss Ha XEMOIOCTHYHH CTBOJIOBH
KJICTKH — PUCKOBAHO U 0e3 0COOeH pe3yJiTar

¢ HoBu Tepanuu B pa3zpaboTka:

— MHutpasenosna Idursulfase Beta (monudunn-
paH eH3uM)

— MWutpaBeno3na u untparekanHa E3T ¢ Idur-
sulfase alpha.

— MWutpaBenozna E3T ¢ eH3uM — aHTUTIO

by3us
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— T'enna tepanusi c AAV

— T'enna Tepanus ¢ C2C12 MuobnacTHu KieT-
KM B MUKPOKAIICYJIN

¢ CUMOTOMAaTHYHO MOJABPIKAILO JICUCHUE

— Kucnoponna tepanust

— AHTHOHOTHIIU

— AHTHACTMaTULIU

— AHTHENnWJIEeNTHIH

— AHTUXHIIEPTEH3UBHU CPENICTBA

— Jluera ¥ MeJUKAMEHTO3HO JIeUeHHE Ha rac-
TPOEHTEPOIOTUIHUTE CUMIITOMH

— [sHT (MpU XuUIpOLEhATHS)

— Xwupyprus (XepHUHM — ITbITHATA CE€ KOPUTHUPA,
aKo pa3MepbT U Ch3AaBa MPOOJIEMH U YECTO
peunaBUpa; HHIBUHAIHATA OOMKHOBEHO Ce
olepupa 1 caMo MOHSKOIa peLUIuBUpA; ajie-
HOTOH3WJIEKTOMHUH; TUMIAHOCTOMHHU; Tpa-
XEOCTOMHUH; KIJIAIHO IPOTE3UPAHE; CTaBHU
KOHTPAKTYpH; CKOJIIMO3H; CHHIpPOM Ha Kap-
MAJTHUS/Tap3aTHUS TYHE)

OnuTseT ¢ nedenue upe3 E3T Ha manueHTH ¢ Texka
¢dopma na MPS Il nokassa nogobpenue B ypuHHarTa
exckpeuus Ha Al HamansiBaHe Ha Xenaro- U CIuie-
HOMaraJjidsita, HopMaJIu3MpaHe Ha JEeBOKaMepHara
Maca ¥ cTaOWIM3UpaHe Ha ChpJeyHaTa JEHHOCT U
CTaBMTE, OO00PSIBAT CE IBUTATEIHUTE (DYHKIUH.
3a cwxanenue, Elaprase He mpeMuHaBa KpBHBHO
— MO3b4HaTa 0apuepa, nopaau Koeto e(hekT BbpXy
cebp3anure ¢ [[HC Genesn u cummromu He ce
OYaKBa.

JaKioueHue

Cungpomst Ha Hunter unu MII3 11 e mporpecupa-
10 TEHETHYHO 3a00JIsiBaHe, CBHP3aHO C MYyTallHH
B X-XpoMo30omara, KO€TO BOAM JIO JACPHIMT Ha
eH3uMa HIypoHaT — 2 — cyndaraza ¥ OTaraHe
Ha XemapaH- M JiepMaTaHcylidar B JIM3030MHUTE Ha
BCUYKHU KJIETKH. 3acsAra MOYTH CaMO MBIKKHS IIOJIL.
Cpennara vectota ¢ 1:162000 MBXKKH paxkaaHus,
KaKBaTO C€ OYaKBa Jia € U B bbarapusi.

Karo moseuero reneruunu 3abonsiBanusi, CuHApO-
MBT Ha XBHTBD € C MYJITUCUCTEMHO 3acsiraHe, Kato
Hali-paHHUTE CUMIITOMH ca: a0IOMUHAIHU XEPHUHU
(MHTBUHATHM W TIBIIHU), TIOBTApSId C€ CPEIHU
OTUTH M WHPEKIIMU HA TOPHU JUXATSIIHU TBTHUIIIA,
IIYMHO JHIIAHE U XbPKaHE B PE3YJITAT HA AUXATE-
Ha OOCTPYKIIHS, YECTO BOZACHIA 10 OOCTPYKTHBHA
ChbHHA allHea; XEIaTOCIJICHOMErajus; BOIHUCTA
muapus. Ciiesl TpOX0Xk/IaHeTO, KOSTO OOMKHOBEHO
3aKbCHSBA, CE PA3BHBAT CKEJIICTHUTE aHOMAIUHU W
CTaBHUTE KOHTPAKTYpH, KbCHO mporoBapsT. Ha
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OKOJIO 2-TOAMIIHA Bb3pACcT TUIUYHUAT JIMLEB N3-
MOp(}U3BM € aKpOMETaJIHUTE YEPTH € Beue MOYTH
oopmMeH u 3amouBa MPOTPECHBHO M30CTAaBaHE B
HEPBHO-TICUXUYHOTO pa3BUTHE Ha naereTo. OOMK-
HOBEHO JHMarHo3ara ce MocTaBsl Clie/l Ta3H Bb3pacT,
KOETO € Ipo0sieM, Thil KaTo eIUHCTBEHATa HATMYHA
Tepanus He MPEeMUHaBa KPbBHO-MO3bUHATa Oapue-

pa

Y HE TOBJIMsABa cUMIITOMUTE OT cTpaHa Ha [IHC.

Ha 5-rogumina Bb3pacT Beye UMa M ChbpJICYHU MPO-
MEHH.

Mo 6-ronuimiHa BB3pacT nenara cb¢c CHHIPOM Ha
XBHTBP C€a NPEThPHENIM MUHUMYM 2 Olepanuu
—1oHe | Ha XepHMSI U aICHOUJEKTOMUS WM aJIeHO-
TOH3WJIEKTOMHUS B pe3yaTaT Ha XpOHHYHA MH(]EK-
s, a HE PAJIKO U TUMIIAHOCTOMHUS, CBLIO KOpe-
kuuu Ha carpal/tarsal tunnel syndrome. B romsm
MPOIICHT OT CIy4YanTe MbPBUTE | — 2 XUPYpPruyHU
WHTEPBEHLIMU Ca C€ CIYyYWIH MPEAH MOCTABSIHETO
Ha auarHosara MII3 I1.

TpsiBa na ce 3Hae, ye MHTYOALIMOHHATA AHECTE3Us
IIpY T€3U NAlMEHTH KpPUE TOJEMHU PUCKOBE U €
3aJIBJKUTEITHO J]a C€ U3BBPIIBA BbB BUCOKO CIICIH-
aIM3UpPaHu KIMHUKH C TOTOBHOCT 3a MHTEH3MBHA
peaHuMalus U caMmo Mo >KU3HEHU MOKa3aHUsl.
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[Ipu mocTaBsHETO Ha JUarHo3ara M JEYEHHETO €
HYKE€H MYITUIUCIUIUIMHAPEH MOAX0/ HAa T€HEeTH-
11, NeUATPU, JETCKU XUPYP3H, OTOPUHOIAPUHIO-
JI03H, aHECTE3MO0JI03H, OPTOIIEH, PeXaOUIUTaToOPH,
JNETCKH HEBPOJIO3W M TacTPOCHTEPOJIO3H, Jabo-
paropuu Jsiekapu, OIUL.. IIppBuUTE crneunanucTu
obaye, KOMTO ce CcOIBCKBAT C Ta3W JHArHosa,
OOMKHOBEHO ca MEAUATPUTE, ACTCKUTE XUPYP3H U
VYHI -nekapwu (He psiako, 6e3 aa 3Hasr). [Ipn MuHu-
MaJIHO CbMHEHHUE JIETEeTO TPsiOBa 1a Ob/ie TECTBAHO
— JIOKa3BaHE Ha €H3MMEH Je(UINT B CyXa Karka
kpbB (DBS-kit) 1 mocneaBamo NoTBbpXkK/AaBaHEe C
JIHK-anaim3 ot chinara mpoda B cirydai Ha 1MoJio-
s)kureneH pesyarar; Al B ypuna.

EnuHcTBEHaTa HalmMyHAa B MOMEHTa Tepanus €
€H3UMO3aMeCTHTEIHATa — BHACA CE 4pe3 exece-
IMuYHa WHTpaBeHo3Ha uHGpy3us Idurslfase Alfa.
Jleuenuero e HambaHO peuMmOypcupano ot H30K.
IIpu orkpuBaHe Ha mauueHT cb¢ CHHAPOM Ha
XBHTBP TOH c€ HACOUBa KbM KJIMHUKaTa 110 Jlercka
renetuka kpM CBAJIJIT ,,IIpod. MBan Murte®,
KBJIETO C€ HaMUpa KOMHUCHSATa MO peAKu OonecTu
B MIEMATPHATA.
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