B choTBeTcTBHE ¢ WL 11, ai. 2 or Hapen6a Ne 16 ot 30.07.2014 r. 3a ycioBusita 1 peja
33 perucTpUpaHe HA PeIKHTE 3200/ IIBAHUA H 32 EKCNEPTHHTE EHTPOBE 1
pedpepeHTHHTE MPEXKH 3a peKn 3aboanBanus. M3naxena or Mununcrspa Ha
3paBeona3BaHeTo, 00H., AB, 6p. 67 ot 12.08.2014 r.

UHDOPMAILIUS 3A:

Haumenosanue Ha 3adogaBaHeTo

Myxkonosm3axapuaosa, tan Il
Cunnpom Ha Hunter

Onpenenenne Ha 3200/19BAHETO

Myxkonomu3axapuno3a tum Il ( cunapom Ha XBHTEp) € X-CBBP3aHO, PEIIECHBHO
3abojsiBame, KOETO ¢e XapaKTepu3upa ¢ JTe(UIMT Ha aKTHBHOCTTA Ha JTH3030MHHS €H3HM
uayponar-2-cyidaraza (12S), BeneacTsue Ha MyTanus B reHa. EH3UMHATa HE0CTATEYHOCT
BOJIM JIO HATpYTIBaHe Ha riioko3oamuHormukans (AT B tn3ozomure. 3abossBaHero e
MYJITHCHCTEMHO, KATO Ce MPOABIBA OCHOBHO ChC 3arpy0OsiBaHe YEPTHTE Ha JIUIETO, HHCBK
PBCT, KOCTHU U CTABHU aHOMAJIMH, 3acATaHe Ha ChPLETO M IMXaTe/HATa CHCTEMA,
HapylllaBaHe HA CJIyXa U 3PCHHETO, H30CTABAaHE B HEPBHO- ICUXUUYECKOTO paspuTue. [lo-
TEXKKO 3aCErHATHTE NAIMeHTH UMAT CEPHO3HH HEBPOJOTHYHH HAPYLIEHHUS, C IPOTPECHBHO
3acsAraHe Ha KOPHHTHBHUTE (PYHKIMK U [TOBEICHYCCKH HApYILIEHHs, KAKTO ¥ HapyIlIcHa
mortopua ¢yukuus. MPS Il e enna ot Hall-uecTo cpelanuTe MyKOIOJIU3axapu/I034, ¢
yecrora okoio 1 ma 140 000-156 000 »xuBopoenu Jiena B EBpona. 3abonspanero ce
yHacnesBa X- CBbP3aH0 H 3acsira MOYTH H3III0 MbKE, BLIPCKH Y€ MMa OTUCaH! U HAKOJIKO
CHMIITOMATHYHH XeHH. Bp3pacTTa Ha Hayao Ha 3a00JIBaHETO, KAKTO K IPOrpecHpaHcTo ca
MHoro xereporennu. [ Ipu paxaanero genara ca 6e3 OTKIOHEHHS B CTATyCa, MbPBOHAYAITHUTE
CHMIITOMH Ce TIPOSIBSBAT Ha Bh3pacT Mexay |8 Mecena u 4 roJiMHU B 3aBHCHMOCT OT
TexecTTa Ha 6osecTTa. 3a00/IABaHETO NOKA3BA LIMPOK CIIEKTHP OT CHMITOMH- OT OABHO KbM
Obp30 nporpecupaiiy Gopmu. XapakrepHara CKeJIETHA JUCIIIa3hs BKIIOYBA HUCBK PBCT,
IU30CTO3a MYJITHILIEKC M JIETE€HEPATHBHH CTaBHH 3a00msBanus. Texkure popmu Morar jia
3all0YHAT BEIHAra ciiejl paxaaHero. [ToBuIIeHH ca HUBAaTa HA INIMKO3aMHHOTIUKAHHTE B
ypHHaTa, TEXKH KOCTHHM M3MEHEHHs, HHCBK PBCT H CMBPT MPEIH 2-po UM 3-TO
neceruierys. [Tlo-6aBHo nporpecupainarta popma € ¢ Mo-KbCHO Ha4alo, JICKO IOBHIIECHH
TTIMKO3aMHHOIVIMKAHH , JIEKO H3pa3eHa TH30CT03a MYITHILIEKC U JIETAJIeH H3X0 B 4-TO HIIK
5-to necetuneTHe. Jpyru KIMHHYHH CUMIITOMH- MHUTpalHa HHCY(QHIMEHIIMs, HAMATICHA
GenoapoOHa GyHKIHS, XENATOCIIEHOMETrallksl, CHHY3HT, OTHT Ha CPEJIHOTO yXO, 3ary0da Ha
cllyxa, ChHHA aIlHesl, HOMbTHABAHE HA POrOBUIATA , CHHIPOM Ha KapnajiH{s TyHel U
HHIBHHAJIHA WITH ITBITHA XepHHA. CHMITOMHTE OT CTpana Ia IEHTpaHaTa HepBHa CUCTEMa
na Brjrousar MHIIP, komnpecus Ha rppOHauHmMs MO3BK, MTPHUYAHEHU OT LICPBHKAITHA
CIIHHANHA HecTabuIHoCT, Xuapouedanus, arpodus Ha 3pUTETTHUS HEPB U cienoTa. lIporHosa
€ IIPOMCHIIABA B 3aBHCHMOCT OT BB3PacTTa Ha I0Ba, CTENEHTa Ha IIPOTPeCcHs Ha
3a00JIIBaHETO, Bh3pacTTa Ha 3anoysate Ha ERT.

Yernpumudpen Koa na 3abousisanero mo MKB-10 (ako TakbB e HaJIH4eH)

E76.1

Kopa na 3atoasiarero no Orpha code

EnuaeMHoJ0rH4HH AaHHH 32 3a0o0asaBaHeTo B Penybinka bbarapus

HsimMa enuieMHOIOTHYHH JaHHHU 3a bharapus.

B T1.4. mayuyHd ny0JaHKALIHH OT NOCIEAHHTE IeT TOJHHH M MNPHI0KEHA




Oubanorpadgceka cnpaBka

3a benrapus nanHuTe ca 3a 15 qokazanu namueHTty ¢ 6omect Ha Hunter

EnnieMH0I0rHYHE JAHHH 32 3200/15IBAHETO B Esponeiickus cbio3

Cpennoesponeiickara yecTora Ha 3a6oissanero e 1 Ha 250,000 10 600,000 YKMBOPOJICHH.

B T4 naydHHm myGuMKanmMM 0T NOC/HEHHTE NeT TOJHHH H IPHJIOKEHA
Oubiamorpadgeka cnpaska

Bachner F, Schmiedeskamp C, Krummenauer F, Miebach E, Bajbouj M, Whybra C.
Cumulative incidence rates of the mucopolysaccharidoses in Germany. J Inherit Metab Dis.
2005;28:1011-1017. doi: 10.1007/s10545-005-0112-z

Ouenka Ha CLOTBETCTBHETO Ha 3a00/1ABaHETO C JeUHHUHATA 32 PAAKO 3a6ossBaHe
CbIAacHO § 1, T. 42 o1 J0NBbIHATETHHTE pasnopendn Ha 3aKona 3a 31paBeTo

Myxkononusaxapunosa tan II e B chOTBETCTBHE C JeDMHHIMATA 3a PAIKO 3ab0JisBaHe
CbIacHo §1, T. 42 OT JONBIHUTENHATE pasnopeadu Ha 3aKoHa 3a 3/PaBeoTa3BEeHETO U € 1101
1:100 000 jymmm 3a bearapus.

Kpurepun 3a nnarnocruuupase Ha 3a60/19BaHeTO

Kpurepuure 3a nocrassine Ha HarHo3a Ha Mykonosnu3axapuaosa Tan 11 ca npejcraBenn B
cieHara Tabnuua:

OCHOBHH CHMIITOMHE:

e Jlnnes nucmMopduzbsM- rpyOH YepTH HA JIMLIETO
Makporehamms
JIEITpecHst Ha OCHOBATa Ha HOCA
Jle0eny yCTHH
MaKpOrjoCHs
KbC BpaT
Ooraro okocMsBane ¢ j1ebes KochbM
¢ Bucuepaanu opranu
»  XeraroMeTraus
» CIUleHOMeralius
» MHTBHH&JIHA WIH ITBIIHA XCPHHSI
e CobplaevHo- chA0Ba CHCTEMA
» Kamepna xuneprpodus
» Aput™MuH
» ChbprievHa HeI0CTaTHYHOCT
» IlpoMenu mo Kiannus anapar

YV VVYYYVY

e HepsHa cucrema

> EsocraBane B ICHXIYECKO pa3BUTHE
» Hapyuienus Ha noxoznkara
» CHHIpOM Ha KaprmaaHus TYHEl

¢ KocrHa cucrema
» HHCBK PBCT
» dYepern - Makpouedanus, IpOMHHUPAIIH (POHTATHH TyOepH,
TUTBTEH YepereH OKPHB,
» IpblieH KOIl- ITMPOKH KIIOUHNHA u pebpa ¢ kudotuana aedopmarius Ha

rpbeOHaYHUS CTHIO ¢ HTH 6€3 CKOoIMo3a

» Taz0BH KOCTH - CYDIyKcalMs WITH JIUCIUIA3Hs Ha Ta300e/IpeHa cTasa

» KpaitHuiM - nedopmartis Ha Madelung, KOHTpakTypH B JIAKETHH CTaBH,
pBhKa THI rpabiinBa NTHIa




> KOJICHHM CTaBH - BAITYCHa AedopMalius
¢  Ounau npomenun _
» IlurMenTHa nereHepanus Ha peTHHATA
» TloMbTHsBaHE HA KOpHEATA
» 3acsraHe Ha ONTHYHHS HEPB
e Hapymenus Ha cimyxa
» UYecTH yuiHH HHGEKIUH
> TlporpecusHna 3arybaHa ciryxa OT IIPOBOJCH HITH CEH30PEH THIT
e JluxaTeJIHH MLTHINA

» Ilporpecusna obctpykuus Ha JII1, Tpaxeo-6poHxoMaanus
» CbHHa anHes

» Yecru undexiuu Ha [JI11

B T.4. HayyHH nDyOJHKAIHH OT OOCACAHHTE NET TOAMHH H NPHJI0KEHA
oubamorpadceka cnpaska

Neufeld EF, Muenzer J. The mucopolysaccharidoses. In: Scriver CR, Beaudet AL, Sly WS,
Valle D, eds. The Metabolic and Molecular Bases of Inherited Disease. Vol 3. 8th ed. New
York, NY: McGraw-Hill; 2001:3421-3452.

AJII‘OpHTMlI 34 JHATHOCTHIHPAaHEe HaA 3a00JIBAHETO

Jdunarnosza
. Jlnarnosa
1. KiunuyHa
rpyOH 4epTH Ha JHUIETO
OpraHoMeraius
HHTBHHAIHA WIH YMOMIMKaJIHA XEPHHUS
CTABHH KOHTPAKTYpPH
uyectu uHpexuuu Ha I'JII1
WHITP
2. Jlabopartopia

» lloBumenara ofia exckpenusi Ha A’ 1 JloKa3BaHe Ha 11aTOJOIMYHA eKCKpelus Ha
xenapan cyindar (XC) u nmepmaran cyiadar (JIC) Hacousar KbM JIHArHosa
MYKOIIO/IH3aXapHa03a.

» 3a norebpxaenue Ha MII3 tun I ce u3cieaBa akTHBHOCTTa Ha €H3MMa HypOHAT 2-
cyndataza B cepyM (mimazma) , JIEBKOLUTH HIH KOXHHM (uOpoOiacTu, Koero e
“37aTHUAT CTAHAapPT B JMArHOCTHKATA HA TOBA 3abosBaHe.

» MoekyasipHO —TeHeTHYHUAT aHanu3 Ha IDS rena e HeoOxoauM npH NAalHEHTH C
HeoOWYaeH (PEHOTHIN, ITPH KOUTO pe3ylTaTHTe OT H3C/ICABAHe HA €H3UMHA aKTHBHOCT
Ha uaypoHar 2-cyiadaraza ca HeyOemurennu. [lpuy  uneHtuduumpane Ha
OonecToTBOpHATA MyTalysl , POJHUHU Ha [ALMEHTa 110 MaW4YWHA JIMHHSA OT MEHCKH
noJi Morar jAa ObJaT W3C/ICABAHM 32 HOCHTEJICTBO HAa MyTalusTa C IEJ aJeKBaTHa
reHeTHYHA KOHCYJITAllus U TIpeAarane Ha HaJexKHa [IpeHaTalHa THarHOCTHKA.

» llpeHarannara auarnoctuka Ha MII3 ce ochuiecTBsiBa 4ype3 H3CIEIBaHE Ha €H3MMHA
AKTHBHOCT Ha WJlypoHar 2- cyndara3a B XOPHOHHH BbCH, aMHHOTHYHA TEYHOCT HIIH
KyJATHBHpaH# oT Hes kieTku wiu upe3 JIHK awanus (nmpu nokaszaHa MyTallus B
CEeMEHCTROTO).

» 3a 1menMTe Ha MpeJUMILIaTallMOHHATa JUArHOCTHKA Ce MpHuiara caMo MOJICKYISIpHO-
reHETHYCH aHaIM3.

3. OOpa3Ha JHarHOCTHKA
» PentreHorpadus Ha yepen

VVVYVVY




» Penrrenorpadus Ha KATKA

» Pentrenorpadus Ha rppOHadeH CTHIO U KpAHHHUIH
4, Jlpyru u3cienBaHus
ExoKI’
AbnoMuHaNTHA exorpadus
SIMP Ha MO3BK M KpaHHO-IIepBHKaIHaTa 001act
BEI
Crnenuanusnpani odTaIMOIOTHYHH H3CIISIBAHHS
M3cneasaHe Ha NOX0/IKaTa, 6-MHHYTEH TECT 33 XO/ICHE
Cnupomerpus
Aynuorpama
[lcux0JIOTHYEH CTAaTyC

YVVVVVYVVVY

B T.4. Haydnd ny0JHKAIMH OT MOCJHeIHMTE NeT TOJAHHH H TPHIOKEHA
oubaunorpadgeka cnpapka

1. Neufeld EF, Muenzer J. The mucopolysaccharidoses. In: Scriver CR, Beaudet AL, Sly
WS, Valle D, eds. The Metabolic and Molecular Bases of Inherited Disease. Vol 3. 8th
ed. New York, NY: McGraw- Hill; 2001:3421-3452.

2. Muenzer J. The mucopolysaccharidoses: a heterogeneous group of disorders with
variable pediatric presentations. J Pediatr. 2004;144(5 Suppl):S27-S34. Review.

AJlFOpHTMH 3a JieyenHe Ha 3200/1IBaHETO

B T.4. Hay4yHH NYOIMKALMH OT MOCJIEIHHTE TNeT TOJUHM H NpHJI0KEeHa
oudmorpadgcka cnpaBka

1. Harmatz P, Kramer WG, Hopwood JJ, Simon J, Butensky E, Swiedler SJ;
Mucopolysaccharidosis VI Study Group. Pharmacokinetic profile of recombinant human N-
acetylgalactosamine 4-sulphatase enzyme replacement therapy in patients with
mucopolysaccharidosis VI(Maroteaux-Lamy syndrome): a phase I/II study.

Acta Paediatr Suppl. 2005 Mar;94(447):61-8

2. Giugliani R', Harmatz P, Wraith JE

Management guidelines for mucopolysaccharidosis VI.

Pediatrics. 2007 Aug;120(2):405-18.

3. 1. Apmxuesa, JInzozomuu Oonectu. [lpakTudecka neaaTpus, 2/2010, 7-17

4. Apmxuesa JI, Mykononnsaxapuo3u. [Ipakrudecka neauarpus, 2013, 4:21-23

AJropuTMH 32 NpocieisaBane Ha 3a00/15IBaHETO

B r1.4. HayuHH nyOJMKAOHH OT MOCIAEIHHTE TeT TOAHHH H NPHIOCKEHA
oubauorpadcka cnpaBka

1. Giugliani R', Harmatz P, Wraith JE

Management guidelines for mucopolysaccharidosis V1.

Pediatrics. 2007 Aug;120(2):405-18.

Cardiac disease in patients with mucopolysaccharidosis: presentation, diagnosis and
management.

2. Braunlin EA, Harmatz PR, Scarpa M, Furlanetto B, Kampmann C, Loehr JP, Ponder KP,
Roberts WC, Rosenfeld HM, Giugliani R

J Inherit Metab Dis. 2011;34(6):1183

AAropuTMH 32 pexabHIHTAIHS HA 32001BAHETO

Pexabwmraimara Ha MPS VI ce cberow OT (pU3HKATHA METOAM H IOBOpHA TEPAITHA.
OH3HOTEPANUATA € HACOYEHA KBM NPEOJIONABaHEe HA PasBUBAIIMTE CH CJIC/ BTOpaTa IONHHA
CTABHM KOHTDPAKTYDH, 3aCATAINM BCUYKH CTABH M BONENM J10 HMOOMJIM3AIMA HA NETETO.
Jleuebnara duskynTypa TpsbBa Ja ce MPOBEXKAa OT CHCLHAIHUCT B oGnacTTa Ha CTaBHUTE
zabonsgBanus. TakaBa pexaOHiIMTals ce NPOBCKAA OT KMHE3WTepalenTa Ha HosHULATA 110
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BpeME Ha XOCHHTAIM3ALMMTE, CJIeJl KOETO Jelara Ce Haco4YBaT KbM pexaOMIMTalOHHU
LCHTPOBE M0 MecCroxxuBeeHe. Haspemennara ¢usuotepanus saeano ¢ E3JI momo6psia
3HAYMTEJIHO KaYE€CTBOTO HA XMBOT Ha JIeLara.

B T.u. HayuyHum mny6iMKanMH OT NOCJAEAHMTE TNeT TOAMHH W IPHJIOKEHA
Oubiuorpadexa cnpaBka

HeoOxomumu nefinoctn 3a mnpodmiaakruka Ha 3afoisBaHeTo (aKo TAaKHBa ca
NPHJIOKUMHF)

Besiko cemeiicTBOTO M0sTy4aBa OIX0/IS11A FeHeTHYHA KOHCYITAIHSI, KAKTO | L€ T10JyYH
TIOAXOIAII0 METHIIMHCKO pociiensBane. [Ipenaranua nuarnosa na MPS II moxe na ce
IIpaBHU B Ky/ITypa aMHHOLIUTH WIH TIPOOH ¢ XOPHOHHH BBCH. Ype3 JIEMOHCTPUPAHE HA
CH3UMHUS ICQULIAT MK Ype3 JUPEKTHO M3ciieBaHe 3a MyTaruy. [laiuenTuTe ce
MH(OPMHPAT 3a TOBA, Y€ € BH3MOXHO JIa Ce JI0NYCKaT caMo GPEMEHHOCTH ChC 3PaBH
J€na ¥ 110 TO3U HaYMH J1a ce paboTH e(eKTUBHO 3a IPEKHCBAHE HA NPEIaBaAHETO Ha
3a00JI1BaHETO B CHOTBETHATA (haMUIIMS MITH POJI.

B 1.4, mayyHum mnyOaMKanMe OT mocCAeAHMTE TeT TOAMHH H IPHJIOKEHA
Oubanorpadeka cnpaBka

[Ipepnoxkenus 3a opranm3anusi HA MEJUIMHCKOTO O0CAY)KBaHe HA NMALNMEHTHTE W 3a
¢unancupane Ha choTBeTHHTEe AeiiHOCTH, choOpaseHHm c JeficTBAmATa B CTpaHATA
HOPMATHBHA ypea6a

Onucanue Ha ONHTA ¢ KOHKPETHH MALNMEHTH ChC CHOTBETHOTO PsIKO 3abo/siBane (aKo
HMA TAKbB)

MeuuuHCKUTe CIENMATHCTH OT OTIENEHHETO MO KIMHMYHA FeHETHKA MMaT TOJAT0TOBKATA
32 JIMardo3a W JICYCHWE Ha HACICICTBEHH MeTabOIMTHH OOJieCTH B NEauarpusTa U ca
CIMHCTBCHU B CTpaHarta ¢ TakaBa KBajugukaius. ToBa 00scHsIBAa HACOYBAHETO HA JIENA ChC
CbMHCHHE 3a HAaCleJICTBEHO 3a0ojsBaHe 3a KpaifHa eKCHepTH3a KbM €IMHCTBEHOTO
OTJIEJICHHE MO KJIIMHWYHA reHeTHKa B Buirapus.

JleyeHneTo Ha MalMEHTHTE C MYKOIIOJIM3axapy/03a 3arouBa 3a IbPBH BT B OTACICHHE 110
KIIMHAYHA reHeTHKa. B MoMenTa B GosHuIaTa ce jiekysa ejno aere ¢ MI13 VI

Ha popurenuTe Ha BCHUKM NAIMEHTH MOJAPOGHO € 00SCHEHA XapaKTEpUCTHKATA Ha OOJIECTTa,
HeHHWTE KIMHAYHU TPOSBH, PA3BUTHE M YCIOKHEHHS M BB3MOXHOCTTA 33 MpPEHATAIHA
JIMArHOCTUKA M paXKJiaHe caMo Ha 3/IpaBH Jena.

IIpy BCHUKM OTKPUTH MAILIMEHTH CE 3alI0YHa EH3UMO3AMECTUTENHO Jleuenne. ToBa edenue ce
peunbypcupa or H30K no u3paGoTeHn CTpUKTHY KPUTEPHH 32 NPEANMCBaHe U HAOJIIOICHHE.
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- Aakmam 8 kps8ma - 1a uzkaiouBgne ua
MUMOXORGPUAsHA BoAec
- ¥per v eaekmpoatmu
- HKK
Heprogpobuu npodu
- Tarokosa
- Anaaus ua yputama
- AMuHokuceaunu § naasmama
- Onpegeasne 8a opomoBa kuceauna 8
ypunama
- Opeanuwnu kuceaunu § ypunama
- Auuakaprumun va duAmbpRA Xapmus
- Exoepadus na Gsmpewnu OpeaHu

Aeuenue

Tpunuunu

- Tpati8a ga 3anoune Begnaza CARQ YEma-
Hobatiane bucoko nuBo na amousk § kpeBma,

- Cnupare Bioca na npomeunu u ocu-
eypabane wa agekBamen kasopuen 8oc, 1a
4a te npegomBpamu noBuwabanemo na
Aok,

- MawuemBane na avonska ypes nveguka-
el uau ekempakopnopasna gemokcuka-
LA,

- loSuwabane ypunnama ekekpeyus ua
amMonsk upes Baubane na mevroemu,

Megukamenmosno aevenue

- uumpabenoina cuemeya ¢ 10% eawkosa
¢ agekBamnu koausecmBa namputt u kaaui;

- pusokeHue Ha MERUMOA NPU HaAuRye
HA KAUHUNRL GanHu 38 MO3BUEH egen:

- dunugau pasmBopu 3a nobuwaBaue ua
kasoputinus Buoc (npu uskaoven gedekm 8
okucaexuemo na macmuume kuceaunu);

- ASYEHUC A HAAUYHOMO urmepkypeum-
1o 3a00A98aue,

[Ipu 1uBo na amonska nag 200 umol/! u
kaunuuna kapmuna na esuepasonamus co
[puAdzam &pZUHUN XUgpoXAOpug, Hampueb
Densoam, wampued penuabymupam.

Cmpanuyen edekm om aevenvemo - za-
gene u noBpnuane, koumo mpatBa ga ce ky-
nupam megukamermoso, '

Ako ruBomo ha amonstka e > 400 umol/)
U gememo e ¢ KAunuunama kapmusa na en-
Ueparonamus, NOCoUeHUAM no-2ope Mequ-
kamenmosen kokmetia ce BauBa kamo foaye
3a 2 waca, nocaegBan om 24 urdyIus cre b-
wus evemab. Konmpoa va nubome na amo-
Hsika - caeg 2 vaca. Ako mo oemaBa Bucoko u
nauuenmem e ¢ npoabu Ha enyedasona-
mus, mpadta ga ce obMucau nesadaBuomo
My BknwouBane na xemoguasusa uau nepumo-
HeasHa guaausa,

Tps68a ga ce usbseBa npobekganemo na
mpanchysus na kpud u kpsbru npogykmu,
il kamo moBa Bogu go noBuwaBase nuBo-
mo xa Beamnbka u amonaka. Megukamenmu,
koumo nomuckam uepnogponama Pyuk-
WU, ga He ce npuageam.

IIpoBerkganemo na moBa komnaeke-
Ho aeuenue mpabba ga cmaba om ene-
yuaauem 6 exomBemuomo meguuunc-

ko 3aBegenue, gabu o Gramoknocm 3a

fbp3a guaenosa u caegene na nauues-

ma u caeg obaagabane na kpusama.

[Ipoenosama na xurepasonuemuama sa-
Bucu om emuosoeuunama npuMua U agek-
Bamuomo Gpp3o Aeuenue. Cmenenma na
nedposozuinomo vépekgaue ne moke gace
Dpoeho3upa u usuckBa nepuoguano npoe-
aegnBane. Kncno noemabenama guacnosa
XunepaMonueMus Moke ga gobege oo mesk-
ko npomuuane na enusogume u neBuadpa-
muMo yBpekgane na [[HC,

Bubaupepadus
L Bachmann, €, Ovteome and
witit wree cyele disorders: a retrospoctive evaluation, -
Eur J. Pediatr, 162, 2003, N 6, 420-116,
2 Gregory, M. et al. Sunival after recdment with
phenylacetate and benzenie for urea cycle disordors -
NEGM, 356, 2007, ¥ 92, 2282-2299,

3 fjelm, M. vt ol Evidence of inherited ure

survivel of 88 patienis

defect in a case of futal valproate toxicity, - Br Med, J
(Clin. Res, Ed i, 292, 1986, X 6312, 3324

4. Maestri, ¥ E., E. B Hauser, 1. Bartholomew ot §,
W. Brusilow. Prospective treatment of wea eyele disor
ders. - [ Pediatr, 119, 1981, 220923,

3 Nassagne, M. C. et al Erea eyele defects manage-
ment and autcome. - J, Inherit, Metab, Dis.. 2005, N 25,
407414,

6. Butledge, 8. L. ot al. Neorata
twe therepy for the encephalop
metabolism, - J, Pediatr., 116, 1990, 195126

e T SIS 1 . 5 AR vt i e

JU3030MHU OOecm

I ABgkueBa

Kaunuka no engokpunosozus, quaem u eenemuka, YCBAAJIB - Codus

Ausasomuume Gorecmu ca XLMEpoeerta
cpyna Hacaegembeny saboagBanug Beaege-
mBue ua eenen gedekm 8 equi uau noBeve
AIB0sOMIL esumy, akmuBamop-npomeuny
uAL MeMBPaLKU npomeuny, Bogew, go nosu-
dena wan aumebawa ensuvma akmuBnoem,
b pesvamam Ha koemo ce sampynbam
HecMaeHU Makpomoagkvan 8 ausosomume.
EPOKNL U PAIMEPBIN HA AUSO30MUME e yhe-
Ausaiam u moba npegusbukda kaemwuna

guedynkuust u kaukuana ussba, Hag 40 ca
wsBeemuume Au3030MuU Borecmu go Momen-
ma. MpynoBama um uecmoma e 1 : 5000 po-
Gopogenu, YnacaegsBam ce aBmosoaio-pe-
yecubro ¢ uskmouenue Ha Gosecmma na
Fabry u Hunter, koumo ca ¢ X-peuecubuo
yhacaegabane. Ausozomsume Goseemu ca
MYAMUCUCTMEMHU U ¢ npozpecupaw xog, ka-
mo ckopoemma um na npozpecus Moke ga
Bapupa suavumenso,

Hali-ueemo masu epyna sabosnbazus ce
kaacupuuupa cnopeg npupogama ma ne-
pasepagenus cybempam, koiinio ¢e wampyn-
B4 8 mukanume (mada. 1),

B ofisopa ce pazeaekgam nakou no-see-
mu augesomun Goaecmu, npu koume 6 wo-
MeHma ce npoBekga ensuM-3AMemINeARA
mepanust (E37T). Mgeama sa npoberkgane na
E3T e Gnanukuana npes 70-me 2. ua Muna-
aug ek kamo caegemBue om Muokeeméo
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Tadauua 1. Tlolmamn Ausosomuu Boaecmu

[pyna Hosoaozuuny egumugy Kpamka xapakmepucmuka na Zpynama
kaommuaaxapugmu (MIT3 ] M3 Teduuumsm ua ausosomua eksoeaukasa uau AUIDIOMHA
MII3 It cyabumasa Bogu 4o nampynBane na zaukosoamuozaukain &
MIT3 11 Aus030Mume, koumo ce ekckpemupam ¢ ypunama.
MII3 1B "
MIT3 TIIC :
MII3 D
MIT3 Iva
MII3 IVB
MIT3 v1
MIT3 VI

sukonpomeunosu
®vkoaugosa

ACNAPMUAZAIOKO3EMURYPUS

Aada-Marosugosa
bema-Manosugoa ‘
Mykoaunugosa I (cuasugosa)
boaecm na Schindler

Hapyweyo e omuenBaremo na saxapu om feeaexugpanuume
< Cpegu Ha 2aukonpomemiume.

v

Cuuzomnugosu

Boaeem ua Fabry

boreem na Farber

Boseem na Gaucher

GMI eanzauosugosa

Boaeem wa Tay-Sachs

Boagem na Sandhoft

Boaecm Ha Krabbe
Memaxpomamusna aebkogucmpodua
Boaecmn ua Niemann-Pick mun Au B

Hapyweno e pasepakganemo na MeMOparnume Alnugy,

chgbpkawy uepasug (ehpunzoaun u ghazodepuskau Macmu

kuceauu). Cduneoamugume ce samupam ocxof
nepluama cucinema,

Apyau aunugosu

Boaecm na Niemann-Pick mun C
Boaecm na Wolman
HeBponaaua uepougha aunodycuunosa

Akymynayus sa xugpodouu npomeust ¢ XuCmoXuMYA
xapakmepucmuka na aunodyeuun/uepong 8 ausozomume,
npequmHo Ba nedponume,

Isukozenoay

lavkoeenosa mun If
(Boaectn Ha Pompe)

Hapyweno pasepakganemo na unmpaswozomaamus
2aukozen (1-3% om 2aukozena na kaemkama).

Muokecmbenu
ER3UMAL Geduuumy

MrokeemBen cyapamasen gedpunum
Panakmecuasugosa

Mykoaunugosa /111

Mykoaunugosa IV

Xemepozenna 2pyna ¢ kausmna xapakmepuemuka
egroipemerno na MII3 u curzoaunugoau caegembue
om geduuum na Hakoako AusosoMBY erIuMa
(Hapywena docdopurauus & anapama na Golgi).

Ausoiomuu
IMPARENOpmHY gegekmy

{uemunosa

Boaeem na Ralla

Hapyweﬁ MPAHCNOPM Npes3 AuzooMuama ?v'[{%Mﬁ])ﬂHH.

Tpyau

boseer na Danon
Xuasyponugasen geduyum

3aboasBanus BeaegemBue na gedekmu B Ausoiomuume npomeuy.

ekenepuMenmuy, gokasBauy, ue cekpemupa-
HUIME AWIDIOMHU eH3UMU Mo2am ga fsgam
cekBecmupany om Auzo3oMu 6 omyaseueHy
rvkany. Manoso-6-gochamuu peuenmop,
paznonokeny Bupxy kaemuunume membpa-
Hy, ¢e clvpaBam ¢ Mar 20-8-Gochamuume
OCIIMMBUY HA ME3U EH3UMY U NOGNOMAzAm
nabausanemo uM 8 ausosomume [4). Caeg B
Beskganemo na eksozenen emsum gocmuza-
Hemo gopu ua 1-5% om nopmassama vy kae-
mvhukg akmuBnoem Bogu go pasepakgane

Ha Hampynayus eyfempam {7]. E3T e goka-
3aaa cBosma gopa nonocumocm. Cmpanuy-
ru peakuyuu kamo yprmukapus, memnepamy-
pa, eraBoboaue ca yeemu, 1o ¢ Aeka kaunuy-
Ha uasBa u Grpaonpexoguu caeq namaasba-
He ckopocmma Ha ukgysusma. Te ca caege-
mbue om oBpasyBane 53 anumunmeAa cpeuty
eksoeenug enzum. Tesu aumumend uskaio-
yumeaso pagko samaasBam edekmuBuoem-
ma na E3T. Obpasyfanemo na anmumeaa e
00PAmMKRONPONOPUNCHAAHO HA OCMAMBUHA-

ma ensumna akmufaocm [1] OcuoBrusm
npodaeM npu moBa seyenue e, ve ekaceen:
HUSIN eH3UM He apemunaba kppBHo-movsy-
Hama Gapuepa u niva edekm Bupsy vebpo-
agzlynama cumMnmomamika npu nauuen-
mume,

bBoaeem na Gaucher

Hail-yecmama ausodomua Goaeem. JTedu-
uumdm Ha eawkouepebposugasa (kuceaa -
2aoko3ugasa) Bogu go nampynbane ya zoae-

(MTpoasiknlio na emn 14— =—me—




Hipogaaiaba om emp. §)

Mu kosuvecmBa 2axokouepefpoaug B Ausoso-
Mume Ra Makpodazume. Yhacaegada ce af-
n030Mu0-peuecuBro. Bosecmma ce wmanu-
decmupa b CNACHOXENAMOMEZAAUS U NAN-
aumonenud, [lpoaBume om cmpana na
Kocmuama cucmema BkaouBam kocmuu
doaku, namaseda kocmma nasmmocm, na-
moaoenyry dpakmypu. Acumnmomuomo
3acseane wa deaud gpod e yeemo. Jafosnha-
llemo ce pasgead Ha mpu muna 8 3abucu-
MOCI O HAAMUEMO U mediecmima Ha Heb-
posozunama cumnmomamuka. Hati-veem e
mun I, npu kolimo auncBa neBposoeuuna
cuMimomamuka. Kaunuunama ussfa moke
ga finge Ond Beaka Bbjpaém 8 3aBucumocm
om - ocmameynama ewsumna akmuBuocm,
Hpu mun 11 fogewa e npozpecupawama Gya-
dapna cumnmoMamuka ¢ mpuamye, cnac-
muakecm ¥ pempodaskeun ua 2aaBama.
llposiBatia ce npes nupBume 6 Meceua om
HuBoma u nuuuermume cksumupam go 2-3-
¢0g. Beapaem. Tun TI ce napuya cwe xpo-
Husla vefiponamuuna dopma, ¢ Habro npoe-
pecupauls, no-aeka weBpoaozudna cuMnmo-
samuka. Jluaznosama ce nocmads upes on-
pegessie akmuBnoemma Ha Bzawkosuga-
saima 8 aeBkovumu wau kyamubupanu $us-
podagemu. Ja HyKgUme Ha npenamasiama
guaziocmuka ce npaBu enaumen uau JIHK
auaALs B AMHUOUUINY UAU XOPUOKHU Buay,

ABa ca ocnoBiume Memoga 3a aeuenue
s Goseemma wa Gaucher npegu E37T -
kOCMAOMOIBYHA IpAHCRAANMAULE {(KXMT)
u cnaesekmomus. KMT apu wakou nanuen-
mu Bogu g0 nogobpsbane kaumuuuume
CUMRImOMY, B0 4 He Moke ga npegomBpa-
ni nogBama na neBposozuuHa cuMnmoMa-
muka [2]. € npuageanemana E3T mosy me-
mog noumu He ce usnoasBa nopagu Bucoka-
ma eMbpmuocm, kosmo o chnpoBoskga,
Cnacnekmoxusma e nokasana npu naaugue
sa mexkka mpomdouumonenug. Juec odave
e wBecmno, ve cnaesekmomusma npegui-
sukba no-parno u no-mekko sacazane na
Koemeama cuemema 13),

Mskanuumeanama  edekmulnoem na
E3T ¢ umuzayuepasa (Cerezyme) npu aeue-
due ui Hosecmma ua Gaucher e nomespye-
Ha Mu0zokpamHo npu npocaegaBaue Ha 2o-
ABMU 2pynu nauuesmu (9] HuBomo Ha xe-
MOZAOGULA Ce HOpMaAusUpa nepbume 612
MECEUd Ccaeg AeueHUEMO. SDOSM HA mpoM-
bouumume ce noBuwaby nocmenedo, kamo
Npu ensenekmoMupasy nayueRmu gocmuza
nopyaaru cmoltrocmou 6-1% meceua CcAlg 3a-
noutiare Ha mepanusma, Tlpu 6oAR ¢ un-

makmua caeska u pombouumen 6poti nog
60 000/mm’ npu 3anouBae Ha sevenuemo
mpoMbouUMUME He gocmueam HOPMaARy
emotioemy, Ho ce nobuwadam gocmamny-
H0, 38 ga npegomBpamam nosBama na xe-
Mopazuu. Xenamomeraauama Hamaasfa c
30-40%, cnaesomezaausma - ¢ 50-60% om u3-

Bus engomea, kapguomuouumume, cnusas-
HUME 2aHZAUL, @HQOMEA: HA ZAOMEDYAUE &
enumeanume kaemku na Gubpegiume my-
Gyau u zaomepyau. [spBume nposfu B geme-
ko-ionomecka Gvapacm Skawoubam: anzuoke-
pamomu (¢h. 1), akponapecmesey, peuugu-
Bupawu Goaku wa kpatinuuume, xunoxugpo-

XogHume cmolinocmu, Hati-Gad-

KO uacmbnba edekmsm om ae-|
senuemo Bupxy koemuume npo-
medu. Te mbpnam ofpamuo
pasBumue caeg Bmopama 2ogu-
Ha om Hayasomo my. [Ipoyuba-
HuSMa npu geua nokasgam, ve|
E3T wopmasusupa pacmeka u
nybepmemuomo  pasbumue,
Bawmiuemo U Bupxy Geaogpod-
HUIME NPoMenU e Henpegekasye-
Mo [6], aunca edekm no omug-

Cn. 1. Auzugkepa;nomu

i

wenue  Ha  HeBpoaceuusama
cumnmovamuka. 3a ga UMa pesyamam om
ACHCHUEMO, nayuenmume mpatba ga noay-
vafiam 30-60 E/kg/undyaus. Mudysuume ce
npoBerkgam na Geeku gBe cegumuyu. Ilo-Bu-
coku gosu (90-240 E/kg/undysus) ca noka-
JAHU NpU HanuUe Ha Beaogpolino sacseaue,
mexku koemnu kpusu uau neBpoaoeuusg
cumnmomamuka [6]. Ipyz Bug aevexue, npu-
ABZAHO NpU AU30IOMHUME Gorccmu u B
vacmuoem npu Goaecmma ua Gaucher, e
cybempam-pegyuupawama mepanua (CPT)
- uanoastiam ce maaku moaekyau, koumo no-
muckam ofipasyBakemo wa wampynanus
cybempam. Ilpu Goaeemma wa Gaucher npe-
napamsm Miglustat nomucka akmuBroem-
ma ha z2awokosuampancdepasama v nam-
pynBanemo na 2awkouepebposug. Mopagu
no-nuckama edekmugocm u mrokecmo-

34, nomemunfane Ha Kopreama, namaaena
NOHOCUMOCTM KB MONAG U CIRYGRHD, Xpo-
HUMHO MeMIepamypno cuemossue. Mpozpe-
cubsomo nampynBane ua GL-3 Bogn go
nposfiu om cmpana na Guipeyume, chpue-
mo, Zacmpo-UHMPCMURAANUS  wmpakm,
uenmpasuama u nepudeprama nepbua cuc-
mema, [Tpomeurypusma e naplama nposéa
Ha Owlpeunomo zacseane, koemo nocme-
NeHRn npozpecupa go Gubpeana vegocma-
mburoem. Chpgevno-cpgoBama cuMnmosa-
muka ¢ uskaoumesno paznoodpasua; xu-
nepmpogus 1a anbama kavepa, mumpanss
ukcypuuuenuus, koporapea fosecm, npo-
Boghu napywenus, apumyus u gp. Cp-
weemByBam mpu kaunugsu dopsu Ra sa-
doatbanemo (mada. 21, Okoao 25% om Keuu-
me, Xemeposuzomau Hocumeaku ua osecm-

Tadauua 2, Kamiuynu dopmu na Gosecmma na Fabry

Kaacusecka Gopua npu muske

61Opeuny, expgeuny u uepedpoBackyrapuu
npoabu, panra emspm

Bapuasmuu $opmu npu mbke

kbeHo nauano, no-6aBuo npomuvane, uosupany
nposbu na XBH uau XKM, mpygua guazuoss

AKenu-xemeposuzomu

aeku, cpegno mekku uau meskku kausuwanu aposéu

mo cmpasuyu peakyuu masu mepanus ce
u3neA3Ba camo npu Boary, npu koumo e we-
BB3modkno npuaaeanemo na 3T,

Boaeem na Fabry

X-cBupzana, peuecubha, ausosomea 6o-
aeem BeaegemBue Ha geduyum nHa or-earak-
mozugasa A. [Ipozpecupawomo HampynBa-
He 1 2aukoeuazoAunugU, 0CHOBHE 2A0Gom-
puaosuaneparug (GL-3), e npegumno 8 cngo-

ma, uMam PasatyBu KAUAUNHY cuMmmon,
ofuknobeno agko nposBenu. [Tpu fosecmma
ta Fabry ce npofiekga E3T ¢ Fabrazvm 8 go-
sa 1 mg/kg/undysua. Upes fuoncuu wa H56-
peuna u copgeuta mukan e gokasano, ue
caeg sanoubave Ha EST snavumeano na-
Mansila HampynBanemo ua G1-3 B engome-
aa, Bogewo go nogodpsabane kaunuunume
CuMnmoMu i yghakabane npoghakumes-
Hocmma 1a Xuboma.




Tadauua 3. Kpamka xapakmepucmuka na MIT3

ABCD

N-acetylglucosaminidase
Acetyl-CoA: alpha
glucosaminide
acetyliransferase
N-acetylglucosamine
§-sulfatase

Tun Yecmoma * Ensum Cy6empam Cumnmomu

! Hurler 1:100 000 o-L-iduronidase Heparan sulfate yuemBena HegotinambUHOCT;

I Hurler/Scheie | L: 115000 Dermatan sulfate 2PyBU YepmU Ha AULEMO;

1 Scheie 12500 000 Makpoeapcus; geeenepauua wa
pemuRama;noxsmnabise ua
kopuesma; kapyuomuonamus;
dysostosis multiplex;
XenamocnAEROMEFAAL

1T Hunter 12100 000 Iduronate sulfatase Heparan sulfate yMemBena HegocmampyRoCH;

Dermatan sulfate Xopaepod genomun

{11 Sanfilippo 1270600 Heparan sultamidase Heparan sulfate

yMemBeHa Hegoemams4RoC),
xunepakmubrocm;
cnacimumumen; aeks
XENAMOCTAGHOMCZIAUL,
eksumye aemaaue npes
Bmopama gekaga om kuboma

Dermatan sulfate

Choudroitin 4,6-sulfate

IV Morquio 12200 000 Galactose-6-sulfate Keratan sulfate dysostosis multiplex; sucsk prem;
Al sulfatase Chondroitin 6-sulfate MOmopua guedyskuus,
Beta-galactosidase XENAMOCRABHOMEZAALA

VI Maroteany- 1100 000 N-acetylgalactosamine- Keratan sultate dysostosis multiples: nuesk puem;

Lamy 4-sulfatase momopna guedhyukuug; kudosa;
kapguomeraau; kaannu gedekmy;
XenAMOCnACHOMEZAAU

VI sy 11250 000 {3-glucuronidase Heparan sulfate xenamonmezaaus; dysostosis

multiplex; suenk prem;
noMbmuabane xa kopuesma;
yvembend HEROCMAL BUEOCTL

IN Natowicy

Hyaluronidase

Hyalurenic acid

HOgYASpHU, Mekombkann
olipasyBanug okoso cmafume, ¢
CIU30YU HA BOALSHEHU BIIGUL B
HOGYAUME; HUCHK PBenT; HOPMAARA
nogtwkioem na cmabume;
HOPMAAHA UNMeAUZeRmHoC

Mykonoausaxapugosu (MII3)

MIT3 ca epyna ausolomsu Goaecmu
BeacgembBue va geduuuam Ha Au3o3oMHUme
ekaozaukasu uau cyadamasy, omeoBopru 3a
pasepakganemo we ealokosoamurozaukanu-
me {(mykonoasusaxapugu) - ochodua komno-
lenma na ekempaueayaapiuus Mampuke.
Hepasepagenume wmykonoausaxapugn ce
tiampyntam 8 ausozomume u ekekpemupam
¢ ypunama. 'pynoBama vecmnoma ra MIT3 e
1035 000, Kpamka xapakmepucmuka na
Beudku nosnamu munoBe MIT3 e npegema-
Oena Ba maba, 3. B momerima E3T ce npo-
Bexkga npu M3 1, I1u VI mun,

Mykonoauaaxapugosa 1 (MII3 1)

MII3 T ce pasgeas na mpu cybmuna 6 3a-
Bucumoem om medecmma Ha kaunvwmune
cumnmoyu. M mpume dopmu ca B pesya-
man Ha lamasera uau auncBawa akmuB-
HOCIN Ha eH3uMa aada-L-ugyponugasa. Kau-
Huunama kapmuna moke ga 8kawuBa: zpy-
bu uepmu na auuemo (cn. 2), makpoaaocus,
ymbusukasna u uneBunasna xepuus, cke-
ARMUY ABOMAAI, apmponanmus, peuugubi-
pawy pecnupamophu undekuuu, obempyk-
mubiua Seaogpobia Goaecm, xugpouedasus,
sleep apnea, 3a2yba Ha CAYXa, Xenamocnae-
HOME2AAUS, GEZEHEPAYL HA PEMUNAMA, N0~
mbmnabare Ha kopresma, zaaykoma, ampo-
dust Ha 3pumennus uep, sacaeane kaannus

ANAPAM HA UBPUEING U LCXe:UNHU Chpgeuu

enwiogu. [pu nat-mexkama dopma - MIT3
H (6oaecm na Huwrler), usccmabianemo B
nepBro-ncuxuIHOMo pasdumue e guazkoc-
muuupa ksm kpas na nbpbama 20gusa om
kuBoma u & nocaegBato om Gbp3 pezpec Ha
ymemBenomo u gusuyeckomo pasBumue, Te-




Maugno guwase. Cmbpmma Moke ga uac-
mvbnu kakmo 8 panno gemembo, maka u 8
3paaa Buspacm. [uazuosama ce nomBupk-
gabla upes uscaegBane ensumnama akmub-
goem Bu68 dubipodaacmu, Myckysen Guon-
mam uAn aumouumu. 1 npu gbeme popmu
Aa 3aboanbaremo om 2006 2. ce npoekga
EST ¢ azswokosugasa-anga (Myozyme) 8 gosa
20 mgikg na undysus. Vndysuume ce npo-
Bekgam na gBe cegmuuu, lpu undanmua-
Hama GopMa Aeyeruemo ¢ azawkosugasa-
arda yBeauuaba npogsakumesnoemma na
skufoma u omgaseuala nocmaBssemo na
Me3U geud Ha anapamaa Benmuaauus, Bo-
g4 G0 obpamuo pasBumue va kapguomuo-
namuama. E37T e no-caabo epekmubna om
eygkianomo no omuowenue na ckesemua-
ma myckyaamypa - peuenmop-meguupano-
MO NDUCMAHE HA EH3UMA Om 2oAeMUme
myckyauu epynu e cyonmumanno, veobxo-
guru ca no-Gucoku gosy, npu vacm om na-
uueHmume ce olpasyBam aumumeaa cpe-
Wy pekoMBuramuust exsum, koumo na-
vaasbam edekmubnocmma my, Hafi-mek-
kume cmparuuny peakuuu npu masu me-
panug ca ahapuaakmunen wok, guxamea-
HiE U ChPGEURE HeguemamsHoCm.

B 3akaouenue guec kamezopuyno e ge-
$unupana poanma wa E3T 3a namaanbane
HampynBanemo ha Hepasepagen cyGempam -

8 mykanume u crom@emuo 3a npomana na
X04a Ha ausozomnume Hoaecmu. Yemauobe-
HO & 0Bave, ve gofipu pesyamamu om aeve-

Hugmo mozam ga Gbgam noaysenu camo ako
E3T sanoune, npegu ga ca wacmsnuau neos- -

pamumu empykmypru yOpekganus na op-
eanume. Tofa noguepmaba Baknocmma na
noskaBanemo na kauyuskama kapmuna na
masu ezpyna saboasBanus, Ha paunama
guaznosa U sanouBanemo ua cBoeBpemenno
Aguerue. OckofHume negocmamsuu ua E3T
ca Bucokama U uena u neBramokuoemma
#a pekoMBUHAHMAUME eHSUMU §a npeMuns-
bam npes kprduo-aukBoprama Gapuepa. 3a
npeogoadfane Ha Me3u HegoCMAMBUL Ha-
gekgu ce Bn3aneam ma paspaGomBanume
HoBU Gopmu B Aedenue - Ypes zenna mepa-
nus U yanepoky (Huckomosekyapuu Geamn-
Uy, cmabuAusupawy AUOSOMHUME eH3uMu
U DOgNOMA2au MPAKENOPMA Un).
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[Tepokcusomuu Gomecmu

Jou. P. TunueBa

Kaunuka no engokpusoaozus, guabem u eenemuka, YCBAAJIB - Codus

[Tepokeusomnume Gosecmu ca 2pyna 3a-
Goasifiasug ¢ npunokpubaw ce denomun u
pasauunu eenemuuny gedekma. Te mozam
ga Opgum pasgeaenu na gbe ocroBuu Zpynu:

- llepokeusommu Goaeecmu ¢ mapy-
wena nepokeusomna cmpykmypa u
dynkuus - cungpom na Zellweger - ZWS,
neonamasna  agpexoseBkogucmpodua -
NALD, undanmuana dopma na Goseemma
#a Refsum. Xapakmepusupam ce ¢ aunca ua
Hopmaanu nepokeuzomu B kaemkume.

- lepokeuszomuu Goaecmu ere 3ana-

sena nepokcusomua empykmypa u ge-
¢ekm 8 egun nepokcusomen npomeun
- kaacusecka Goaeern na Refsum, X-agpeno-
aeBkoguempodust, xunepokcaaypus mun I,
ZAYMApUYHA auugypus, ncefgo Zellweger
CUHQPOM.

ITepokeusomume npegemaBanBam masku
kaembunu opeanesu ¢ kpbeaa uau oBaana
dopma u pasmepu okoao 0.5 mukpona. Om-
kpumu ¢a npes 1954 2. om Rhodin. Beska
knemka cngapka cmomuyu nepokeusomu.
Membpanama um e uszpagena om Aunugu u

NPOMEUHY, 8 Mampukebm - 0 Npomeusy ¢
ensunmba gynkuvs. Te ca Macmo 3a Bakan
kaembynu peakuuy, cspianu ¢ macmuus
MEMABOAUIBM, CUNING HA DAAIMAADZEH U
Kapunu kuceausu. Tlepokcusomume uz-
uuembam opzauusMa om mokcuunu cyb-
emamiuy u npousbekgam Bogopogen npe-
kue. Iamoaoeuunomo nampynBane ua muo-

“eogbazofiepukun Macmuu kuceaunu (24,

C26) e xapakmepno 38 nepokewsomuume &o-

 aeemu, 8 pesyamam Ra koemo e yipekgam

kaembunume Memdpanku empykmypu u




U gena vecmo eksumupam npegu 10-e0q.
tuspacm Beaegembue na obempykmubna de-
Aoapotua Hosecny, guxameanu undekuuy u
ehpgeusl yeaokueuus. TTvpbume nposiBu na
hkguinama ne mekeem gopma (fioaecm
wa Hurler-Schete) ca meskgy 3- u 8-20g. Bus-
pacm. Houxguaemo us pasbumue Bapupa
(T BOpMaAkio go ymepeno mekka ymemBena
regoermamasoem, [lpogsakumesrocmma
1A RKuoma e namasena, Hal-yecmo elou-
mupam npes fmopama gekaga om AKuboma.
lipu nat-ackama dopma (Goacem na Scheie)
fuacHesama ce noemada obukuoBeno caeg
W20y, Gepacm. [auuenmume ca ¢ Hop-
Maane ymembeno pasbumue u 6 kausuuna-
kapmuna gomuniupam Hakou om cAegau-
e CUMDMOMI Ge2eHEPALUA HA PeMUHAMA,
rowbmaabane Ba kopreama, cmaBnu
konmpakmypy, obempykmubia deaogpobua
Boaeem, tacaeane na kaanuug anapam ua
Chpuemy, koMnpecud Ha nepudepHume Hep-
gu. Juaenosama MIT3 [ ce nocmaBs wes us-
caegbane na aada-L-ugyponugaskama ak-
mutinoem 6 aeBkouumy, naasma uau kyamu-
fupanu dudpodasemu, Beamoksa e npexa-
MAARO (UAZHOIA upes ujcaegBane Ha ensu-
Ma § aMHuouUmMU uAU xopuonuy Buan. KMT,
nanpabens § paido gemembo npegu noska-
WA HE SEANUmeANs Moveano yBpedgane,
npegombpamaBa npoabume na wefiposozun-
R cumMnmomamuka v nogobpaba Bucuepaa-
aomo sucsizade, HpocaegnBanemo Ha na-
wuenmume cacy KMT nokasBa, ve npu Beun-
ku ce 3acaea mekko kocmuama cucmema
filvsostosis multiplexi. Tipes 2003 2. sanoyBa
aeseniuemo  na Mil3 I ¢ aaponugasa
(Aldurazyme} u Beue uMa omuemeny pesya-
MANU 0T GBAZOCPOYHO HABAIGERUE OMHOC-
#o edekmuinocmma U cugypuocmma Ha

23T, PekosBunamuugin eHsuM ce npuaaea
k cegyiuuno B gosa 0.58 me/kg. Upes
sevenue co namassbam ekekpeuuama
i Mykonoausaxapugu B ypubama npes nep-
Bume 12 cegmuyy, pasmepume Ha YepHuA
gpod nped nhphama 20gUNE Ba ACHEHUEMmO,
nogofipafiam ce Geaogpoduama gynkuus
{anses/xunonnes ungeke), emabuama nog-
Bukudoem U gbuzameanama akmubuocem,
Peskkume anaduaakmuynu peakuuu ca peg-
ke, e npu okoao 50% om navueumume ce
omuumam empanuunu peakuue kamo zaa-
Bodosue, mennepamypa, vinuf, peakyus va
mikekuuounomo Macmo, koumo xaMass-
fiam cagg 6-us Mecel Om HAYAA0MO Ha me-
panunma. laaben negocmamsk Ha seuerue-
MO ¢ AIPOHUGATA €, Y eHIUMBIL He NpeMu-

,uaba xemamoenuedasuama Gapuepa u ke

Mozke ga npegomapamu nosbama Ha keBpo-
ADZUMHA cumMnmoMamuka,

Mykonoauzaxapugosa II

(6onecm na Hunter)

X-peuecul}fu saboanBane caegembue om
geuuum na EH3UME ugYpoRam-2-cyadama-
3a. Mma gBe kaunvunu dopmu. Mayuenmu-
me ¢ no-meskama kausuana popma (11A) ca
¢ denomun, nogobed Ha Ooaecmma Ha
Hurler (ex, 3}, ¢ npBu nposbu mekgy 1-u 3-
eog. Buapacm. Tlpu nayuesmume ¢ UB cy6-
mun guagho-
3ama ce hog-
madg  obuk-
HoBedo npes
| Bmopama ge-
kaga om ku-

goma. Te ca
1 (e ChXpaHen

unmesekm,
pepaHuveHa
cmabna nog-
Buknocm,
luaManren
CAYX, quapus,
sleep apnea. 3a pasauka om foaecmma na
Hurler pesyamamume caeg KMT e ca ota-
gekgabawuy - ve ce nogobpada fucuepasno-
mo 3acAzane u He moke ga Hpge npegom-
Bpaména NCUXOMOMOPHAMA pPemapyayus.
Mpes 2006 2. 3anouKa ASuEHUENMO HA na-
vuenmume ¢ MIT3 [T ¢ Elaprase. Undysuume
ca ekecegmuun, hpenapamsm ce gosupa
0.5 mglkg. E3T nogobpaBa Quauveckama
akmutnoem u Geaogpobrama dyrkuus, na-
vasnBa opeanomezasuama. Hall-mekkume
cmpanuyny peakuuu ca  pecnupamopen
QUETRPEC  CULGPOM, aDMePUAAHE XuDomo-
nus, espuobe. [pyveu decmu cmpanudsu
peakuyuu ca memnepamypa, 2aaboboaue u
cmafinu boaku,

(. 3. TTavuenm ¢ MIT3 11

Mykonoauzaxapugosa V1

1lpu MIT3 VI (Bosecm na Maroteaux-
Lamy) auncBa uAu e amasena akmuBxocn-
ma Ha eh3uma N-auemuazasakmozamub-4-
cyapamaza. Hepasepagenusm gepmaman
cyabam ce nampynBa 6 cheguuumesrama
mukan ua ckeaema, kaannug anapam wa
Chpuemo, cheskama, weprus gpob, kopues-
ma, Geaus gpot u dura mater. Jayuenmume
¢4 ¢ HOPMAAHA UHMeEAUZeHmHocm u deno-
mun, nogoben Ha cungpoma Ha Hurler
(cw. 4). Pacmedsm cnupa caeg §-20g. Bb3-

pacm. Ckeaemuume npomeiti npozpecupam
0Bp30 U 02pa-
suyafam
nogBuk-
nocmma  Ha
geuama. [Tpu
nowmu Beuy-
ku ce sacgea
kaanuuam | ¢
anapam Ha
CHPULTO.
HeBpoozuy-
HAma cuMn-
momamuka
Bkatouba 2ay-
Xoma,  no-
Mpmuabane
na  kopues- .
ma, Goaku om komnpecus Ha nepudeprume.
nepbu, ynasmusfane na durg mater. E3T ¢
Naglazyme nogofpaba pacmeka v cmabna-
ma nogBusksocm. HAMa cepuosiiu cmpauis-
nu peakyuu npu moda Aevenie.

Cn. 4. Tlayuenm ¢ M3 Vi

Boaecm na Pompe

{zaukozenosa mun IT)

ABmosomHo-pevecuBne saboasbane § pe-
Jyamam ua geduuum na kuceaama (e
kosugasa, kosmo pasepakgn uimpaausose-
Maanuss eaukoeen (1-3% om eaukoeeuss i
kaemkama). Had-mekku ca nopakesusma
om Hampynaxus eaukozes § quxameanama.
ehpgeunama u ckeacnulama syckyaamypa,
Yecmomama Ha saboasBanemo ¢ 1 ;40 009
nofiopogeru. B 3afucunoem om mekecmma
Ha kausuMBama cummmevamuka U oocua
mBUHAME ensuMua akmubiocm ca nossas
mu gBe dopmu - undanmuana u dopma ¢
kweuo namaso. C usdsumuara dopuma ca
okoso 173 om nauuenmume ¢ fGoiecm Ha
Pompe. [TposBaBa ce npes nupliume Meceu
om kuBoma u ce xapalmepusupa ¢ mekka
2EHEPAAUSUPARA XUNOMOKUS, npozpecupi-
wa myckyana caaboem, pezpec B MOMOPRO-
mo pasBumue, mMakpozaocus, apedackeus,
gUXameasa - Hegocmamsutocm, Macufha
kapguomezaaus, xutepmpodust Ha asnbama
kamepa, yMmepeda xenamoaecasns. [Tpu
nal-mekkume gopan emppmma Racmbnba
B 80% om cayvaume npes wbplama 20GUHe
om kuBoma om kapguopeenupamaopra e
goemanrsuroen. ITpu dopaama ¢ Kbeke Ha-
YYAQ ChPUEMO & nowagenn, caabocmma ua
guxameanama u ckeaemuama Myckyaamy-
pa npozpecupa Go unBasugusauus Ha na-
nuesmume u go nocmabademo ux na ko-
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NEJMATPUA

PesyaAmamu om egHO20§UWHO AeveHue ¢
eH3uM-3aMecmumeAHna mepanus npu opbazapcku
nauuenmu ¢ 6oaecm na Hunter

1. ABgkueBa', A. Kagbm', U. Cunuzepcka?, IN. AAneBa®, P. MapuHoG, . NumBuHenko?®,
. 3axapueB?®, E. ManmeneeBa®, I'. CuBpueBa’, Il. Cnacob®, P. TunueBa’

' KnuHuka no eHgokpuronoaus u 2eHemuka, CBANAB ,Mpod. g-p WBan Mumes®, MY - Codus
2 HauuoHanHa 2eHemuuyHa naéopamopus, CBANAI ,MaluuH gom®, Cojusn

s KnuHuka no egacmpoernmeponoaus, CBANAB, ,Mpod. g-p MBan Mumes®, MY - Codun

4 Knuruka no gemcku 6onecmu u gemcka kapguonoeus, CBANCCS, MO, MY - Codus

5 KnuHuka no HeBponozus, CBANAE ,Mpod. g-p VBan Mumet*, MY - Codus

5 PeHmzeHoBo omgenerue, CBANLB, ,Mpog. g-p UBax MumeB”, MY - Codus

7 Kunesumepanebm, CBANB, ,Mpod. g-p NBax Mumes®, MY - Codus

8 KL, ,Tokyga"“, Codus

KawoyoBu gymu: Boarecm Ha Hunter, eH3um-3amecmumenna mepanus, Mykonoauzaxaaugosa mun If

YBOO

3a nbpbu nem onucaxa om Major Charles Hunter npes
1917 2. (5) Mykononusaxapugosa mun Il (M[13 1) e X-peue-
cubno 3abonabane, cnegomBue Ha geduuum Ha NU3030MHUA
eH3uM ugyporam-2-cyndamasa. TO3U eH3uM yuacmBa 8
nbpBua eman Ha geapagauus Ha znokosoamunoznukadume
(TADN gepmamas cyndam u xenapax cynam. HampynBare-
mo Ha HepasapageHu MAT 8 nuzosomume Bogu go knembtita
guchyrkuus u mbkanHu uametenus. MM3 Il e egna om
Halt-uecmume Mykononusaxapugosu ¢ yecmoma 1:140 000
~1:156 000 *kuBopogenu 8 EBpona (1, 15) Bonecmma 3acsea
ocroBH0 MbkkuA non, HO ca onucaHu u Hakonko cnyyas Ha
MoMUuema cbe cumnmomarnuka Ha MM3 1 (8, 18). Buapacm-
ma-Ha noala, npozpecusma Ha 3abonsibaHemo u Npogsn-
*kumenHocmma Ha kuboma ca 8 MHO20 wupoku 2paruuu
( 3aBUCAM OM oCMambUHama exaumda akmubxocm (6, 9).
Mupbume cumnmomu oBuknoBeHo ca mexkgy 18 meceuau 4
zoguiu, TpaguuuorHo, B 3aBucumocm om 8p3pacmma Ha
nosifa Ha nbpBume CUMNMOMU, Hanu4uemo Ha Heponoauy-
Ha cumMnmomamuka u npogbmkumenHocmma Ha kuboma,
MO3 |l ce nogpasgens na mexkka (Il A) u neka (I B) popma
(13). Npu nauuesmume ¢ no-mexkkama knuHuuna ¢popma
(it A) nbpBume nponBu ca mexkgy 1 u 3 2oguuiHa Beapacm.
OpodapuHzeanHomo u mpaxeobporHxuanto Hampynbane
wa AT Bogu go mekka oBempykuus Ha guxamendHume
nemuwa, kamo cnegemBue Ha makpoznocus, cynpazno-
mucHa cmexo3a u mpaxeomanauus. Omnazanemo Ha FAT 6
chpuemo, YepHus gpo6 u cneakama ce nocnegBa om nosBa
Ha kapguomucnamus, 3acsaaHe Ha knanuua anapam Ha
CLPUEMO U Xenamocnnexomezanun, 3acazanemo Ha koc-
mume u cmaBume Bogu go mexkku ckenemuu gedopmatiu
(dysostosis muitiplex) u ogpaHuvyera cmabna nogBukrocm.
3acazanemo Ha LHC ce manudecmupa ¢ pezpec b Hepb-

Ho-ncuxudeckomo pasBumue, mexkka ymcmbBexa Hegocma-
mbuHocm U ewpuoBe. [pysu xapakmepHu CuMnmomu Ha
3a6onaBaHemo ca 2pybu Yepmu Ha nuuemo, Mezauedanus,
fbAHA U/UNL UHEBUHANHA XEepHUA U nnbmka, 2pyba koka.
Mpu nauuenmume c Il B cybmun guagro3ama ce nocmata
o6ukroBeno npes Bmopama gekaga om kuboma. Teau na-
UUEHMU Ca ChC CbxpaHeH uHmenekm, ogpaHuyera cmabua
nogBuXkHocm, HamaneH cnyx, guapus, sleep apnea. [Hec
ce npuema, ue moBa pasgensHe e MHO20 ONPOCMERD U 3a-
gonaBaremo mpa6ba ga ce pasznekga kamo koHmukyym
om ¢eHomunoBe (22). Mpu nocmafdsne Ha guagHo3ama
kamo ckpunune mecmoBe ce usnonaBam konudecmeerus
u kauecmBen ananua a3a emokosoamunoznukanu B ypura-
ma. Kamo anameH cmangapm ce npuema gokasbanemo
Ha eH3uMHus geduuum B8 neBkouumu, pubpobnacmu unu
nnasma. Monekynspho-gesemuyrHume mecmobe, gokasba-
WU HANUMUBMO HA Myrnauus, ca NonesHu npu HecueypHu
peaynmamu Om EH3UMHUA asanus u npu uacnegBare Ha
matikume 3a HocumencmBo Ha namoncauyHus 2eH (10).
Mpes 2006 2. 3anoyHa neYeHUemo Ha nayuesmume ¢
MTI3 |l ¢ ensum-samecmumensama mepanus (E3T) ¢ ugy-
ponam-2-cyndamasa (Ugypcyndasa, Elaprase, Shire Human
Genetic Therapies, Cambridge, MA, USA). Wrdysuume ca
eecegmuyHu, npenapamsm ce gosupa 0.5me./ke. E3T nogo-
6paba pusuyeckama akmubrocem, cmabxama nogBuxkHocm
u 6enogpobrama dyHkuus, Hamanata opaaHoMezanuama
(21). Hat-meskkume cmparuyHu peakuuu, onucatu npu moba
neyeHue, ca pecnupamopeR gucimpec CUHgpoM, apmepuanta
XUNOMOHUSA, 2bpuoBe. [lpyau Yecmu cmpaHudHu peakuuu ca
memnepamypa, enaBo6onue u cmadHu onku. gypcynda-
3ama He npemuHaBa kpbBHo-nukBoprama 6apuepa u HAma
edekm Bbpxy kozrumubHume u noBegeryecku HapyueHus
npu nauuesmume ¢ MM3 Ii. Cnopeg cvuiecmByBawume npe-
nopeku E3T ce 3anouBa npu Beuuku nauueHmu ¢ BUOXUMUYHO




DEOUATPASA

6. 2/2014 53

Tabnuua 1. Knurnuna, BUOXUMUMHE U FEHETUMHA XAPAKTEPUCTIKA HA NALMEHTUTE

Maymenr| Knuemuna xapaxre pucruka Buvapact | Hawano | wayponar-2 | wmyrauus Maika
Ne pwarxosa | Ha E3T | cyndarasa*
1 [py6u uepTy Ha NiUETO, MBrauedanua, CraBHy KOHTPAKTYPH,
dysostosis multiplex, xenatocnnesomeranus, Knanku nopoud, | 6. 17r. 0 K227M HOCHTEN
NOMBTHABAHE HA KODHEATA, MyX0Ta
2 l'py6u uepTin Ha nuueTo, merauedanus, CTaBHM KOHTRAKTYPY,
dysostosis multiplex, xenarocnnexomeranus, Knanu nopouu, { 4r. 8r. 0 p.Asp334Gly | Hocuren
YMGTBEHA HE[OCTATBYHOCT
3 [pybu YepTi Ha NUUETO, Merayedanus, cTasHu KOHTpaKTypu,
dysostosis multiplex, xenatocnneHomaranis, Knankw nopoLy,
YMGTBEHA HEOCTATBUHOCT, enunencus 6 M. 13r 0 UHBEPCUA B
IDS rena HocuTen
4 [pyBu 4epTyt Ha NUETO, Merauedanig, CTaBHN KOHTPAKTYDH,
dysostosis multiplex, xenatocnneromeranua, knanHu nopouw, | 2r. 6 m. T 0 R468W He e
YMCTBEHA HEAOCTATHYHOCT, BNUREACKA HocuTen
* hopria 50-650 nmol/4h/mi
PE3VYNTATH

TaGnuua 2. EXCKPEUns Ha [IOKO30aMUHOIMNKAHY B YPUHATA

Naunent Ne| 0 m. 6 m. tr sopmu mg/mmol/Cr
1 68 18 19,4 0,9-6,7
2 721 33,26 26,38 7,6-9,2
3 98,8 45,1 50 0,9-6,7
4 13,5 14,8 11.8 0,9-6,7

gokasana Bonecm Ha Hunter, kamo cneg 12-18 meceua ce
npaBu ouetka Ha edekma om neueHuemo (17, 20). Tepanusma
ceé cnupa npu navyueHmu npoadunu mexkku, sacmpawaBawu
*kuBoma peakyuu kbm megukamerma.

Mpes 2012 2oguHa B Omgeneruemo no knuHuuHa 2exe-
muka, CBANIB sanouna nevenue upea E3T npu Jyemupu
momyema ¢ MP3 Il B masu cmamus npegcmaBame pesyn-
mamume om egHozoguwHOmMo Redexue ¢ Wgypcyndasa
U Ce 06Chkgam Nonsume U 02paHudYeHusma Ha moau Bug
mepanus,

NALMEHTI

Hemupu MOMYEMA © BUOXUMUMHO U 2EHEMUYHO nomgbp-
gera guagHosa U xapakmepHa knuxuyna kapmuna (maéa. 1),
Tpu om geuama ca yHacnegunu Mymauusima om maikume
Cu, camo npu nauuesm 4 ms e de novo BbanukHana, koemo
e uskmouumenno pagko npu Gonecmma Ha Hunter, Hua-
eHo3ama e nocmabBera Ha Bb3apacm 6 m. - 6 2. Hauanomo
Ha mepanusma e mexgy 8 . u 17 2, Beapacm. Mpogwbku-
menHacmma Ha mepanusima npu mpu om geuama e egHa
2oguna. MauueHm 4 e npoBexkgan nem 20gUHU nedenue ¢
Wgypeyndaaa B Mepuun, npegu ga Npogemku NeYeHUEemo cu
& Hawama knunuka, MNpunaganume gosu ca 0,37 - 0,52 ma/
ke/undyaus (cpegra npunazana gosa - 0,45 ma/ka/ungyaus)
(pue.1). Mo Bpeme Ha neveHuemo ca npocnegsaBanu aHmpo-
noMempuYHU Nokasamernu, pasmepu Ha YepeH gpo6 u cneska,
xemamonozuqnu nokasamenu, CCC, cmaBha nogBukiocm,
ekckpeuus Ha mykononusaxapugu B ypuna.

Ekckpeuus na aniokosoamunozaukasu

{(mykonoausaxapugu) B ypusama

Ha wecmusa mecey om nedeHUEemMo & OmMYemeHo NCHU-
kaBade Ha TAT 2-3,7 nbmu  npu mpumama HenekyBaxu go
MOMEHmMAa nauueHmu, Ha 12-a mecey npu nauyuenm 2 TAl
HamanaBam owe 1,3 nbmu, npu ocmadanume géama (na-
uuesm 1 u 3) uma neko noBuwenue (0.9 nemu). Mauuerm
4, npu koumo Beue e npoBexkgana E3T, e 6e3 cowecmBera
npomaxa 8 cmodxocmume. Mpu Hukoe om geuama FAT He
Ca gocmugHanu Hopmansu cmouHocmu (gua. 2; maba. 2)

Xenamocnaenomezaus

Nauyuewmu 2, 3 U 4 ca ¢ HOPMAanNHU/20PHO-2PAHUMHU
pasmepu Ha uepeH gpob npu 3anoubade HA neyesuemo.
Mpu nayuesmu 2 u 4 npegHo-3agHus guamemap (N34) Ha
uepHus gpob Ha 12-x1 mecey ce ybenuuaba cvomBem+o 1,4 u
1,2 nbmu. Mpu nayuenm 1 N3 va 6-mu mecey ce e yBenuyun
1,1 nemu, kamo npes ocmananume 6 meceua e 663 NpomMAHa,
Mpu nauuesm 3 cneg yBenuugHue 1,5 nbmu Ha 6-mu meceu,
Ha 12-7 mecey HamanaBa u gocmuaa HOPManHU crmouHocmu
(Pue. 3; mab6a.3).

Beuuku nauuermu ca ¢ HopmanHu pasmepu Ha cneakama
npegu sanouBare Ha neueHuemo. Mpu mpuma ocmaBam 8
pamkume Ha HopMama Ha 12-7 Meceu, kamo npu nauuesmu
24 e c meHgeHyuA 3a HapacmBaHe u gocmuaa 20pHa epa-
Huua Ra Hopmama. Mpu nauuenrm 1 HagnbkHusm pasmep ce e
yBenuuun 1,2 nvmu u Ha 12-a mecey e Hag 2opHama apaHuua
Ha HopMama (¢ue. 4; maba. 4).

Xemamoaoauynu nokazameats

Bcuuku nauueHmu ca ¢ HopManHu cmolHocmu Ha mpom-
6ouumume u xemoeno6ura npegu U nNo Bpeme Ha NeveHuemo
C uskiioueHue Ha nayuenm 3, koldmo e ¢ mpoMEoUUMoneHus
npegu Havanomo Ha mepanuama (Tr 43x10°%, noBnusna ce
MHO20 6bp30 om E3T (¢ue. 5; uz. 6).

Copgeuno-crgoBa cucmenma
Beuuku nayueHmu ca cee 3acazane Ha knanHus anapam
Ha Cbpuemo npegu 3anoybaHe Ha neveHuemo,
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HNERVATPUA

Huramukama na cbpgeuHomo sacazame no Bpeme Ha
mepanuama e npegemabeda B maba. 5.

CmaBru konmpakmypu

Mpegu 3anoubare Ha neveHuemo npu Beusdku nauuenmu
€ usmepena cmaduiama nogBukrocm, KoHmponHume us-
cnegbanus npu nauuedmu 1 u 2 ca Ma nbpBama ecguna om
Hauanomo Ha mepanusma (maéa, 6), a Nnpu nayuesmu 3 u 4
Ha gebemus meceu (maéa. 7).

MNavuenm 1 npegu mepanusma e ¢ HOpManHa ekcmenaus,
Npu 02panuvena gnekcus 8 pamerna cmaBa u HOpManNHa
$nekcus, npu oepaHuueHa ekcmenaus & nakemua cmada.
Crieg egHo20gUWHO neyeHue u gbeme cmabu ca ¢ BnowaBane
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Bur, 4. Pasmepy Ha creaka

Ha ¢nekeus u ekcmeraun, a konanHa cmaba e o tpukcupana
koHmpakmypa (ma6a. 6).

Nauuesm 2 npegu mepanusma e ¢ HOpManHa ekemenaus,
npu oepaHuveHa dnekcus 8 pamerHa cmaba u HOpMAankHa
¢nekcus, npu oepanuvera ekcmenaus B konaHHa cmaba. Ha
nepBama 2oguHa om mepanusma e omuemeHo BnowaBaxe

Tabnuya 3. Exorpadicku onpenenesn PasMeDy Ha YepeH Ipos

Nauwent Ne | O m. 6 m. tr. | nopmu N3A (cm.)
1 9,2 10 10 5,08-7.4

2 7.5 8,3 16,5 | 4,36-7,62

3 6,8 10 6,5 5,08-7.4

4 e 8 ] 508-74

Tabnuua 4. Exorpadicku onpenenexm PA3MENU Ha Cneska

NauwewsNe | Om. | 6w |11 HOPMY HAZTHHEN pasmep (cm.)
1 11,2 | 12 13,3 Ao 12
2 8.9 83 111 no 11
3 11,2 110 10,5 no12
4 1 106 |12 ne 11,5
Tadnuua 5. Cocronsue va CCC
::uneur lpeau nevennero Esomouus
1 M-l er., Aol 1+l er bes npomsna
2 Aol il ¢, Iexa Aol nopoBpenue
3 MU et Aol et bes npomsHa
4 MW ler, Aol 10 oy Bm. Bnowasane -
M Her, Aok -l ¢,
1r. nonodpenue -
MI Iter, Aokt I-lier.,

TaGnuua 6. Crasna nopswxHocT npu naupedTn 1w 2

3:”'”9*“ pamo NaKsT KONAHO
Hopnw | 60-0-180° | 0-0-145° |0-0-130°
1 Om. | 60-0-95° 40-0-145° | 0-0-120°
tr. | 45-0-80° 30-0-140° | ducupana drexcus 5°
2 Om.  §60-0-135° | 10-0-135°|20-0-130°
tr. {60-0-135° | 40-0-130° | 20-0-135°

Tabauua 7. Crasya nopemuwHoCT Py NauMeHT 3 u 4

lMaumedT Ne NaKsT rnesex
HopMn 0-0-145° 20-0-45°

3 Om. 25-0-115°
9w 30-0-115°

4 0w, 25-0-145° | 5-0-45° T
Gm 50-0-145° 0-0-25°
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Ldhnekoun u ekemenaun § pamenHa cmaba, npoepecupalo
ouiabane Ha ekemeHausma cbe cmaduoHupada dnekoun
nakvmHa cmafa u neko nogoBpena gpnekcun npu cmauuo-
Ipana ekemensua 8 konaxna cmaba (maba. 6).

Mayuenm 3 e ¢ npoepecupawia ekCmeH3uoHHa koHmpak-
ypa npu cmauuoHupada gnekcuonsa 8 nakemua cmaba
nada. 7). B xoga Ha NeUsHUEMO NpuU NAUUSHM Yemupu ce
reuCcmMpuUpa Gopso npoepecupawa konmpakmypa go nbaHa
Nca Ha ekemeRr3aus npu Hopmanna gnekeus B nakbmHa cma-
i U NPOZPecupawlo HapyweHue Ha gopsantdama dnekoun
3 0bANA AUNCE {ankunoaa) u npozpecupawo Bnowabade Ha
aHmapHa ¢gnekeun 8 anezenna cmaba (maba. 7).

OBCBXOAHE

Mpu nauuermume ¢ MN3 |l e HeoBxogumo gorkuBomHo Ha-
HogeHUe 3a npoabu Ha MyAIMUCUMENHO 3acaeane, om ekun
euUanuemy, umawu onum c moda zadonabane, mbl kamo
:usku cbhluecmByBawu 8 momMera mepaneBmudHu onyuu ca
anuernubau, Kakmo npu oCmaHanuime nusosomM-u Bonecmu,
pekmum om E3T npu M3 1 zabucu om medecmma wa
AMnmomume u om gn3pacmma Ha sanoubaHe Ha NeveHus,
azonacHocmma U edpekmubrocmma Ha nevyeHuemo c
gypeyndasa e uscnegBano 8 pangomMusupanu, gbolHo-
1eng, niaueso-konmponupadu npoyubasus, 6 koumo ca
GuoYeHy camo nauyesmu ¢ MN3 1, koumo cempygHuyam
> Bpeme Ha npoberkgarume mecmobe, m.e. usknoueHu ca
1ekko 3aceanamume nauuesmu {11, 12). Ekckpeuusma Ha
Al 8 ypurama ramanaba u gocmuea 6nusku go HopmanHume
MoUHOCMU NPU NO-20ARMAIME HACM OM NAUUEHITIUME Oue
pes nepbume gba meceua om nedeHuemo. MNpu Boudku na-
UEHITIU CHE CINBHOMEZANUS U NpU B6-80% om haygueHmume
Xenarmnomeaanus, oBemMbm Ha opa2adume ce HopManusupa
3 6-12 Meceua om Hadanomo Ha neueHuemo. fpu no-neko
aceaHamume nayuermu ce nogodpalbam pacmerka u cmag-
ume konmpakmypu. Tosu edekm nuncBa npu mexkkume
opmu Ha 3abonsbaremo (14). Edekmbm om neueHuemo ¢
lgypeyndasa e muHumaneH unu nuncawy no omuoweHue Ha
bRYSUHOMO 3acazane u Hebponozuvkama cumnmomamuka
5). MogoBperue 8 chemoaHuemo ce omyuma npes neplume
2-18 meceua om neveHuemo. Cneg mosu Nepuog Hacmbn:

dur. 7. Pedtresorpadus Ha Ta300e[peHn CTABN Npy nagment 4, creg
1BCTFOAMIING neverue ¢ Waypeyndiada - tNaBuTe Ha GeapeHuTe Kooty
A CRANHO CHLBHM ABYCTPAHHO € HapyILeHa OCHDUKELUMA, Pasiuupern
THBHN MEXIMHYA G NNOCKK aUBTADYNAPHN AMKM - XBPAKTEPHN KaMEHE-
un 33 M3,

8a cmabunusupaxe (nnamo), Ho akmuBHomo HabnogeHue
3a ycnokHeHua cBbpsanu cve 3abonsbanemo mpsaGba ga
npogueku (21).

Beouuku Hawu nauuesmu, npu cmapma Ha E3T, ca ¢ mexk-
ka knuHuyrHa kapmuka, nopagu KbCHO 3an04YHaNomo neveHue
(4 . - 11 2. cneg nocmabaxe Ha guasHozama - maba.T).
[Be om sagemkumendume uscnegbaHus 3a npocnegabane
Ha NBYSHUEMO - WECMMUHYIMEH mecm ¢ XogeHe U dyHk-
uuorando uscnegbare Ha guwanemo (Qopcupar Bumanes
kanauumem), He ca npoBegeHu nopagu o6e3gBukBaxe u/unu
ymembera HegocmambuHOCm u ckombemno HeloamokHoom
33 CLIMPYQHEYeHE HA MPUMA OM NaYUSHMUME.

Pacmedknama kpuBa npu nayuesmu c M3 I ce pas-
nuyaBa sHauumenHo om masu npu sgpabu geua. MNpes
nuplume mpu 2oguby om kuBoma mesu nauueHmy pac-
mam no-6uLpao om BpbemHuyume cu. Cneg moau nepuog
obave, prembm um sanouba ga usccmaba npoepecubso B
cpabHeHue cve 3gpabu koHmponu, nopagu Hanusuemo Ha
kocmHo 3acseane, ManHympuuus (gucdasus, abgomuHanta
gucmensus, kamo cnegemBue Ha opeaHomeszanusma) u
mynmuopaanHa guchyrkuus (16). Cnopeg Hakou npoyu-
Banus E3T uma nonokumenen edekm Bupxy pacmexa,
nopagu HamansBare Ha cmabBiume konmpakmypu (18).
Tosu edekm sabucu om Buga va mymauuama u Beapacmma
Ha 3anouBane Ha neveruemo (7). Opyeu amopu obave He
omkpuBam cmamuemudecku adauuma pasnuka B aimpo-
npomempudHUme nokasamenu npu senekyBasu nauueHmu
u makuBa npoBekgawu E3T (23). Npu Hawume navueHdmu
egHozoguluHOMO npocnegabaxe no Bpeme Ha neueruemo
He omuuma cuulecmBena npomaxa 8 phoma u meenomo.
KbCHO 3aN0uHaMoOmMo NeYeHue U nuncama Ha chomBemHa
pexabunumayus, om cneyuando nogazomienu kunesume-
paneBmu, ca npuyuHUMe 3a cmauuoHupaHe/npozpecupa-
He Ha cmaBHume Konmpakmypu npu HAWUME nauugHmy.
CouuueBpemento U no Bpeme Ha nevexuemo ¢ Vigypeyndasa
npoepecupa kocmHomao s3acszane (¢ue. 7).

Mpu mpume Momusma (nauuermu 1, 2 u 3}, npu koumo
E3T e 3anoudama 8 wawama knuHuka uma cwuiecmBeno
namanabBane Ha ekckpeuusima Ha FAT 8 ypunama, kamo moba
noHwkeHue e ocHoBHO npes nupbume wecm meceua om
mepanusma, fayuedm 4, npu kolmo Beue e npobexkgana
nem zoguru E3T u e § nepuoy Ha crmadunuaupare (nhamo),
e 6e3 chwecmBena npomsaHa & cmolnocmume. Tpu Hukoe
om geyama Al He ca gocmueHanu HOpManHU CMouHOCmU.

Mrozo go6bp edekm om E3T e omuemeH no omHoweHue
Ha pesucmpupaHama npu nauuesm 3, mpombouumonedus
npegu Hauanomo Ha mepanunama, kamo cmolHocmume Ha
MPOMBOUUMUIME C& HOPMANU3UPam cneg mpu uxdysuu ¢
ugypcyndasa.

OuakBa ce npu eonsma vacm om fekyBanume nayuenmu
pa3MEpPUME Ha YepHUA gpob ga ce Hopmanusupam npes
nepbume 12 meceua. Mpu Hawume nayuermu pesynmamume
ca nog ovakBaxume - npu mpumMa no Bpeme Ha nevsHuemo
exoepadgeku e omuemero neko yBenuuerue Ha xenamomeza-
nusma u camo npu nauuerm 3 cneg neko yBenuvenue na N3[
Ha B-mu meceu, Ha 12-a Mecey Hamanaba u gocmuaam Hop-
ManHu cmoirocmu {@ua. 3; maba. 3}, Benpeku ve npoyuba-
Hus Bepxy 2onemu epynu navuenmu ¢ MO3 I gemoncmpupam
HOpMAanu3upaHe Ha cnnedHomezanusma go gbanagecumus
mecey om E3T {10), npu mpuma om Hawume nayueHmu &
OMUEMeHa MeHgeHuLs 3a Hapacmbade HagnmkHUA pasmep
Ha cneskama (gue. 4; mada. 4).

MoBpe gokymenmupana e cnabama/nuncbawa nedem-
PaNMHOCM Ha pekomBurammus exaum b yacm om mbkadu-
me - ModbuHa, kocmua u copgeuHo-cbgoba (2). Mobeue om
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nonoBurama nauuenmu ¢ MIN3 ca cbe 3acazaHe Ha knanHus
anapam Ha cvpuemo, Bogewo go kamepHa xunepmpodus
unu cepgeuxa Hegocmarmnbukocm (21). B mosu cmuckn, He-
ouakBaxo gobpu ca omyemeHume om Hac pesynmamu no
omuowenue Ha CCC - gBama nauueHnmu ca 6e3 npomaxa 8
CbpPgevHOmo 3acAzane, eguH ¢ nekocmeneHHo nogobpenus,
eguH ¢ Bnowadare Ha 6-a Mmecewu u Bpbuiane kbM U3XogHOMO
HuBo Ha 12-7 meceuy, (maéa, 5).

HABe om geuama (nauueHmu 3 u 4} ca ¢ enunencus. 3a
nepuoga Ha neuyeHue upes E3T He ca pezucmpupanu HOBU
NPUCMEBNU, HO NPU NaUUEHM 4 cé omyuma npoepecupawo
BnowaBare Ha EEN 3anucume.

C oeneg npeBeHuyus Ha cmpaHuuHume peakuuu om
neuenuemo ¢ Wgypcyndasa, cnopeg coiecmByBauwume
npenopvku, npegu Beska undysus geuama nonyuaBam
AHMUXUCMamMuHU U anmunupemuuyu (4). Camo npu eguH
Om Hawume nayueHmu no Bpeme Ha uHdy3us e Hanuue
eeHepanusupad ypmukapuanen o6pub. Cneg npunokesue
Ha kopmukocmepoug u u3ueaBaxe Ha 06puba, undysusma
fewe npogbmkeHa ¢ no-Hucka ckopocm.
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Koncencyc 3a guazno3sa, npocaegsibane u seuenue Ha
nauuenmu ¢ Mykonoauszaxapugosa mun II
(cungpom na Hunter)

P. TunueBa', [1. ABgxkueBa’, . Cunuzepcka?, A.Kagem’, U. lumBuHeHnko?, M. HdukoBa®,
C. CmedanoB?, M. fAineBa®, A. TenuapoBa® |

'KruHuka no neguampus 3a nedeHue Ha eHgokpuHHU U geHemuyHu 3a6onaBarus, YCBAIAB - Codus
2 KnuHuka no HeBponoeus, YCBANAB - Codus

3 Knuruka no peBmamonozus, kapguonoeus u xemamonoaus, YCBAJIAE - Codus

¢ HayuoHanHa seHemuuHa nasopamopus, YBANATD - Codusn

5 YCBANO - Codus

8 KnuHuka no sacmpoenmeponoeus, YCBANAE - Codus

KatouwoBu gynu: MPS I, cusgpom Ha Hunter, Elaprase, XxenamocnAeHoMeganus, konmpakmypu 8 crmaBume,
yMcmBeHo usocmalbaHe

KOHceHcybbm e u3pabomen Ha paBomHa cpeula Ha QcHOBHU cuMnmomu:
zpynama cneyuanucmu 8 guaznocmukama u neveHuemo Ha NuueB gucmopdu3bm- 2pybu Yepmu Ha nuuemo
mykononusaxapugosa mun i u e cbobpaszen ¢ eBponetickume + makpouedanus
npenopbky 3a guasHo3a u MyNMmugucUuniuHapeH nogxog = genpecus Ha ocHoBama Ha Hoca
npu M3 mun 1L « gebenu ycmHu
+ wmakpoeanocus
-
L]

w

BbBENEHWE HenpabunHo Ch3wbue
kuc 8pam

Mykononusaxapugosa mun Il (cusgpom Ha Hunter) e + Gozamo okocmsaBare ¢ geben kocbm
X-clupaano, peuecuBHo 3abonsBane, koemo ce xapakmepu- » BucugpanHu opzadu
3upa ¢ geduuum Ha akmuBHocmma Ha NU3030MHUA eH3UM = Xenamomeaanus
ugypoHam-2-cyndamasa (128), BenegemBue Ha Mymauyus B8 *  cnneHomezanua
zeHa. EvaumHama HegocmamsuHocm Bogu go rampynbaxe « uHeBuHanHa unu NbnHa XepHUs
Ha zmokozoamuHoznukaru (FAT) B nusosomume, 3a6onaBa- | » Cbpgeuro- chgoBa cucmema
HEMO € MynmucucmemHo, kamo ce npoaBaBa 0CHOBHO Cbe +  KamepHa xunepmpodus
3azpy6abane YepMUME Ha NUUEMO, HUCHK pem, kocmHu u < Apummuu
cmalHu aHoManuy, 3acazase Ha Chpuemo u guxamensama «  ChpgeyHa HegocmambuHOoCm
cucmema, HapywabaHe Ha Cnyxa u 3pexuemo, usocmalare o [pomeHu No knanHusa anapam
8 HepBro- ncuxudeckomo pa3Bumue. MNo-mexko 3acesHamu- «  XunepmeHaus
me nayueHmu Umam cepuosHu HeBpOnoaudHU HapyuweHus, » HepBra cucmema
¢ npoepecubHo 3acszaHe Ha koexHumuBHume ¢yHkuuu u »  Wa3ocmaBare 8 pa3Bumuemo
noBegeryecku HapyweHus, kakmo u HapyweHa MomopHa lNpozpecuBHa kosHumuBHa guchyHkuus
pyHkuus. HapyweHus Ha noxogkama

‘ Mspuobe

I ENUOEMWUONOTNA M YHACNEABAHE MNoBegeHuecku aHoManuu

MPS 1l e egHa om Hal-4ecmo cpawaHume Mmykononusaxa- CuHgpom Ha kapnanHus myHen
pugosu, ¢ vecmoma okono 1 Ha 140 000-156 000 »kuBopogeru » KocmHa cucmema

« = » & 2

geua B EBpona. 3aéonalanemo ce yHacnegaBa X- cBbp3aHo *  HUCBHK pbCm
U 3acH23 NOUMU usuano mbxke, Bbnpeku ye uma onucaxu u = uepen - makpouedanus, npoMuHupauu dpoHmantu
Hakonko cuMnMoMamuYHU KeHu. my6epu, niibmeH yepened nokpud,
+ zpbgeH kouw- wupoku knouuuy u peépa

H. KNMHUYHA KAPTUHA ¢ kugomuyHa gedopmauus Ha

Bhapacmma Ha Hauano Ha sabonsbadHemo, kakmo u * 2pbbBHAY HUR CMBNG ¢ unu Ge3 ckonuo3a
NpPoEpecUpaHemo ca MHoe0 xemepoaedHu. [pu paxkga- «  ma3soBu kocmu - cyBnykcauus unu gucnna3sus
Hemo geuama ca 6e3 omknoxerus 6 cmamyca, nbpBoHa- Ha masobegpexa cmaba
LanHume cumMnmomu ce nposBaam Ha Bnapacm mekgy +  kpalOHuuu - gepopmauus Ha Madelung,
18 meceua u 4 eoguru 6 3aucumocm om mekecmma Ha konmpakmypu 8 nakemuu cmabu,
Gonecmma. ptka mun gpabnuBa nmuua
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*  konerHu cmabu - BaneycHa gedopmayus
Ouru npomenu
*  3azy6a Ha 3pEHUEMO UAU YACM O 3PUMENHOMo none
*  [MoBuweHo BempeoyYHo Hanseane
« [lMuameHmHa geeeHepauus Ha pemuHama
+  JacseaHe Ha ONMUYHUR HepB
Hapywerus Ha cnyxa
¢ Yecmu ywHu uHdekuuu
= [lpozpecubra 3azybaHa cnyxa om npoBogeH
Unu CeH30peH mun

N

v

¥ JluxamenHu nemuwa
« [poepeculiHa o6empykuus Ha A7,
mpaxeo-bpoHxomManauus
*  (CbHHa anHes
» Mecmu undekuuu Ha TN
+ [bCma Hasansa u mpaxeansa cekpeuyus

L QWATHOS3A

1. KaunuvHa

2pyou Yyepmu Ha nuuema
opeanomeaanus

uHeBuHanHa unu ymGunukanta xepHus
cmabHu konmpakmypu

Yyecmu undekuuu Ha FOMN
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2. laGopamopHa

CucmemHusm xog 3a nafopamopHa guagHocmuka Ha
M3 mun Il @ nokasad Ha grue. 1

MoBuwenama ob6wa ekckpeyus Ha FTAM u gokasBaxe
Ha namonozuyHa ekckpeuus Ha xenapad cyndam (XC) u
gepmarman cyndam (1C) nacouBam kem guazHosa myko-
nonusaxapugosa.

3a nomBbpkgerue Ha MM3 mun 1l ce uacnegBa ak-
mubrocmima Ha ensuma ugyposam 2-cyndamasa § cepym
{nnaama), nebkouumu unu koXkHu ¢ubpoBnacmu, koemo e
L3namuusm cmadgapm” 8 guaznocmukama Ha moBa 3a-
bonabane.

MonekynsipHo-zeHemuynuam aranu3 Ha IDS eexa e He-
0OX0gUM NPU NauUeHmMu ¢ HeobuuaeH deromun, npu koumo
pesynmamume om uscnegBade Ha eHsumua akmuBrocm
Ha ugypoHam 2-cyniamasa ca HeySegumentu. [pu uger-
muduyupaHe Ha tonecmomBopHama mymauus , PogHUHU
Ha nauduerma no MalduHa nuHua om keHcku non Mozam
ga 6bgam uscnegBaHu 3a HOCUMENCMBO HA Mymauuama ¢
uen agekBam+a 2enemusHa KOHCYNMAaUUs U npegnagaxe Ha
HagerkgHa npeHamanka guazHocmuka,

MpexamanHama guazrocmuka Ha MIN3 ca ockiuecmBaba
upea uscnegbade Ha eH3uMHa akmuBHOCm Ha ugypoHam 2-
cyndamasa B XopuoHHU BbCU, aMHUOMUYHA MEeYHoCm unu
kynmuBupanu om Hea knemku unu upes [IHK axanus (npu
gokazana mymauus B cemelcmBomo).

3a uenume Ha npeguMnIamaguoHHama guazHocmuka
Ce npunaza camo MonekynapHo-2eHemudeH aHanus.

3. O6paszHa guazHocmuka

> PenmeeHozpacdus Ha Yepen

»  PenmaeHoepadun Ha kumka

> Penmeerozpadus Ha 2pbBHadeH cmbnb u kpaiHuyy
4. fpyeu uacregBarun

ExoKrl
AtgomuHanta exoepadus

¥

v

AMP wa mo3bk u kpanuo-uepBukannama oénacm
EEF

Cneuuanusupasu opmanmonozusHu uscnegBaxus
WacnegBane Ha noxogkama, 6-MuHymex mecm
3a xogeHe

Cnupomempus

Ayguoepama .

Mcuxonoauver cmamyc

¥V YY

Y oW

V1. JIEYEHUE
A. CmaHgapmHama mepanus 3a AGUeHUE HA NALUEHMUMe ¢
mykonoAugaxapugosa mun Il e eH3uM3amMecmumesHama mepa-
nus ¢ ldursulfase - npeyucmenra gopma Ha 125, npousfiegeHo
no pekomburHanmHa [JHK mexHonozus om cneyuanusupasa
uoBewka knemwvuxa kynmypa. [Jokasano e, ye eHaumsm
Habnuaa B nusozomume, kbgemo pasepakga Hampyna-
Hume [AT. ldursulfase e nokasax 3a gbn2OCPOUHO NeveHue
Ha nadueHmu ¢ MPS Il Kakmo u npu gpyeu enmuyku
npogykmu 3a Beno3Ho npunokexue, ca Hadmogabaru ava-
dunakmougru peakuuu. ldursulfase mpsa6Ba ga ce npunaza
BegHwk cegmuuno B gosa 0,5 mz/ka menecHo meano ypea
uHmpabeHoasa undy3ua 3a 3 vaca. Mikdysusma mps6Ba ga
ce koHmponupa om nekap ¢ onum 8 N@YEHUEMO Ha nauu-
esmu ¢ MPS It unu gpysu HacnegomBeHu memabonumeu
HapyweHus.
MNauuenmsm mpa6Ba ga ce HaGniogaba BHUMamenHo no
Bpeme Ha uHdyausma u XkuaHeHume nokasamenu mpaéda
ga ce moHumopupam pegoBHo. Heobtxogumo e noBuweno
BrHumaHue npu nauyueHmu ¢ pebpunHa uHdekyusn, aHomanuy
Ha guxamenHume nbmuwia, pecnupamopeH gucmpec uny
aHamHe3sa 3a anepzuu. HamansBade Ha ckopocmma Ha
UHY3UR u npemegukauus ¢ aHMUXUCMAaMUKY, aHmunu-
pemuuu u/unu Hucku goau kopmukocmepougu Mozam ga
ce usnonaBam 3a HamanaBake Ha pucka om uHOY3UOHHU
peakuuu. Mpemegukauun mpatBa ga ce npunoxu He noBeue
om 30 MuHymu npegu 3ancuBane Ha ukdy3auama. Bpyskama
mexkgy npoepecuHomo GAG HampynBane u knuHuuxume
npoaBu npu MPS il Hanasa 3anouBaHe Ha E3T Buamoxkno
Hal-paHo cneg nocmabane Ha guazHozama. ldursulfase
He npemuHaba npe3 kpwvBHO-mO3buHama bapuepa U He
ce ompa3saba Ha kosHumuBHume u noBegeryecku nposbu
npu MPS 11,
Mopagu xemepoeeHHOCMMAa Ha KNuHUYHama kapmuHa
u npozpecuparemo Ha MPS Il E3T mpa6Ga ga ce 3anoune
npu Bcuuku nauueHmu ¢ gokasasa guazHosa 3a nepuog om
12 meceua. KpamkocpoUHu U gbnaocpoyHu edekmu om neve-
Huemo 8wvpxy kavecmBomo Ha *kuBom Ha nauuesma mpnéia
ga 6egam om nbpBocmeneHHo 3HaueHus NPU pelwexue 3a
npogsmkaBaHe unu npekpamsaBare Ha neyeHuemo. E3T He
e nokasaHa 3a hayueHmu, koumo ca 6peMeHHU unu Kepme-
wu, nauueHmu cbe cunbmembauwla »cuBomoszacmpawabaula
Gonecm u nNpu nauueHmu cuc *kuBomosacmpawabawu ux-
dy3uUoHHU peakuuu.

5. TpaHcnranmauuama Ha cmBoaoBu kaemku om kocmeH
MO3BK, nepugepHu xemonoemuyHu KpsBHu kaemku uau kpsl
om nenHa Bpbl, e epekmulHa 3a 3aBabsHe npozpecusma Ha
3abonabaHemo nNpu HAKOU Nu3o30mHU  3abonsBaHus. Kom
MOMeHmMa HAama koHmponupaHu KnududHu npoyuBaxus, npo-
BegeHu 3a ouerka Ha BvagelcmBuemo Ha KOCMHO-MO3buUHA
mpaHcnRaHmayus, MpaHCnNaxmauus Ha XeMonoemuyHu
cmBonoBu knemku unu makuBa om nenHa Bpsl npu nauue-
mu ¢ MPS Il. Onumbm e ozparHuyeH go omgentu nybnukyBamu
kasycu unu manka cepus om cnyvau.
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[ Mauvent cbe comHerue 3a MM3 1l ]

He Ipyra 6onect

Ha
['Al" B ypuHa

Mopuiuexn He

OC + XC

[

EH3uMHO W3cnensanHe B
KpeaHa npoba sa MN3 ||

Oetuunt Ha
naypoHar 2-
cvnchatasa

He ( HOpyra MN3 S—

[pyra nusosomua Gonect

y fa
WMacnepnsaxe Ha BTOpa
cyndartasa

Neduumt Ha fa MHoxecTseH cyndaraseH
BTOPA B neduuyur
cvnrharasa
Mpu BvamoxHocT 3a [AHK asanus I He MNpu vesbaMoxHocT 3a JHK ananua
MonekyneH ananua Ha 1 EHaumen ananua sue
(DS rewa dubpobnactu

He He

[okaspane Ha
BonecroTaceHa
MYTALIMR

feduuur Ha
uiypoHaT2-
cvncharaza

L

.1 Cuctemen xon 3a NaboparopHa auarHocTika Ha MN3 1
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NEAWMATPHI

Tabnuua 1. KnHUuHY CHMNTOMK HANAralu ONepaTuaHo NEUERIE NPK MO3 U

KNUHUYHI camnTomu

XUPYPTUUHI WHTEPBEHLAN

YMCTBEHA HEODCTATbUHOCT

BeHTpUKyNO-NBpUTOHEANEH WHHT NPY KOMYHULMPALLA Xuapouedanvs

[bpyoBe

[IeKOMAPECHs 1 CTABWIMIAUMA HA NPELUNEHNTE NPK KOMOPECHA HA rPLEHAUHMS MOZBK

CraBHu KORTPAKTYPU OpToneguuHa Kopekuws

fnaykoma Operax

Tnyxora

[peHax npu XpOHUHHKU OTHTH

OBCTPYKTABHA ChHHA ANHeR

ANeHOTOHCKNEKTOMMA, NA38PHA KOPEKUWA Ha Tpaxeant Nesui u TRaxeoToMuR

ChpReuHy KNandu nopoLm Bansynonnactaka

Xepruu XepHuoTOMus

Vil. TPOCNEAABAHE HA NMAUVNEHTUTE C MA3 TUN NI
A. pocaegaBare Ha CbpgeyHo-cbgoBume nposbu
CbpgeuHo-cbgoBu npomenu ce pasBubam 8 paHHa
Bb3pacm npu nauueHmu ¢ MPS Il TunuuHume NPOMEHU
gkniouBam knansu 3abonaBanus, 3acAsaulu Mumpanda,
~aopmua, mpukycnuganka u nynMoHanHa knana, kamepHa
XUNepmpodUa, XUNEPMOHUR U apummus. Mpozpecusma Ha
cepgeuHomo 3a6onsbaqe mpatta ga Bbge BHUMaMENHO Ha-
Briogalana u nauuerRmume ga ce uscnegbam pegolHo upes
exokapguozpadus, enekmpokapguozpadua u npu Hykga
Xonmep MOHUMOPUHE.

B. MpocaegsBare Ha HeBpoAD2UYHUA CMAMYC

B 3aBucumMocm om mexkecmma Ha 3a6onsBanemo, HeBpo-
nozuunume npoatu Ha MPS Il moxke ga BkniouBam 3ababaHe
8 paaBumuemo, kozHumuBHo yBperkgae u ebpuobe. O6wa
xapakmepucmuka na MPS Il e npozpecubrama komnpecus
Ha epbbHauHUA Mo3bk, koemo fogu go uepBukanHa mueno-
namus.

B. MpacaegaBaxe Ha o4HUA CMamyc :

Ouxomo anzarkupare npu MPS Il o6ukHoBerHo cechemou
§ 3asyba Ha 3peHUE, OMOK Ha nanunama, ampodus Ha 3pu-
mensus HepB U geaeHepauls Ha pemuHama, 3amvanabaxe
na pozofuyama noumu Hukoza He Cpewa. Neueruemo Ha
OuUHUME YyCNoXKHEHUS NPU nauueHmu c MPS Il He ce pasnuda-
Bam chuiecmBeHo om uanonaBaHume NOgXogu npu agpabu
uHguUBugu.

I. (lpocregaBane Ha myCkyAHO-CmaBHy OmMKAOHeHUS, HU-
cvk pvem, gedopmauuu Ha 2pbBHauHUs cmbNB, cmabuu
konmpakmypu, gedopmauliu Ha gonHu kpaUHuuy, kamo npu
Hakou uma Hykga om oprmonegusHu kopekuuu. Hexupypau-
veckume nogxagu BlaouBam gusuomepanua u uanon3Bare-
MO Ha OpMONegUUHU yempoucmoa.

E. XupypauuHume npouegypu BkawouBam gekomnpecus
Ha 2pbBHAYHUA MO3bk UAL . medianus, anapammu me-
mogu (3a cmabunusupaHe u ykpenBaHe Ha epbbHauHua
cmbnb), apmpackonus, cmaBHo npomesupaxe, kopuzupawiu
onepauuu Ha xogunomo.

O. Mpobaemume om cmpada Ha ywume u guxameaHama
cucmema npu MPS il BknouBam 3azy6a Ha Cnyxa, noBma-
pAuL ce Bb3naneHus Ha CPEgHOMO YXO, XunepmpoguuHu
agesougu U cnuBuuy, kakmo u nocmenexHa ob6cmpykuus

guxamenHu NbMuLa e 0CHOBEH dakmop 3a nperxkgedpemer:
Hama cmbpmioacm npu MPS IE u e peaynmam om nocme-
nenHomo omnazaHe Ha [Al 8 mekume mbkaHu Ha 2upnomo
u mpaxesma. Mauuermu ¢ MPS Il mpa6Ba ga npemuHatam
Ha pegoBHU Npeanegu Ha 20pHUME guxamenHu Nbmulia 3a
npu3Hauu U CUMNMOoMU Ha o6cmpykuus, BkniodumenHo U no
Bpeme Ha CbH. PymuHHOMO npocnegaBare Ha Genogpotrama
thyHkuus e 3ampygHeHo mbl kamo cnupoMempuama usuc-
kBa NbAHOMO ChMpygHUHecMBo Ha nayuerma. Ta HEe MOXe
ga 6bgeusnonabaqa 3a geua nog 6-7 soguwHa Beapacm u
moke ga Gbge Hebb3MoXkHa 3a nauuermu Cbe 3HAUUMENHO
aHeakupane Ha LIHC.

E. Xupypeuuxu uamepBeryuu u puckolBie npu aHecme: .
3u8 - MynmucucmemMHomo 3acazade U npospecupawiusm
xog Ha mykononusaxapugosa mun Il Hepagko Hanazam Xu-
PYPRUNHO NeueHue. [MNo- yecmume XupypausHu ukmepieruuy.
ca npegcmaBe+u B mabauya 1.

KAC
CRAUPOMETPHS,
MPT/penireHorpadmng Ha
6an ApOG, WneH U TOpAKAnen
TphEHAK NpK AXaTENHA
HE[OCTATHUHOCT,

AHOMANKMH/0BCTPYKUNMA Ha
FMXATENHWTE NBTUUIA,
Hamaeni Topaxanes
KOMPAARbHE

[IONUCOMHOTPAHS,

MPT rnasey MO3bK,

permenorpadus/K1 mpyd

npu OBCTPYKTHRHA Ch

anHesa, xuapouadany
Komnpecus

HA rPLOHAYEH MO3YK

EKI, ExoKI, crpec-TecT,
KOpOHAPOTpatua
NPU KNANHK NOPOLK,
KOPOHAPHA UCKEMUR
NYNMOBANHA XUNEPTOHIUS
winnu
CbpeHHA HEJOCTAThUHOCT

MPT/KT/pexTrenorpadus
Ha WMeH, TopaKanex
W/ANK AYMBAneH fpbOHAK
npu aTnaHToakcwania
HECTABUNHOCT, AHOGRNMK
Ha NPELLNEHNTE,
KOGTHY NPOMEHM

fadoparoph
M3CAEBaHNA
{1KK,
TRAHCAMUBAZ,
ENEKTPONUTH

Mur. 2. NoAroToBKaTa HA NALUMEHTH C M3 tin 1l 33 0BLIA aHBCTE3NR U

Ha guxamenHume nbmuwa. O6cmpykuusma Ha 2opHume

HEOGXOMMUTE NPEONepaTuBHIA N3CHeNBaHnd
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Mpunazanemo Ha ofwa aHecmesus npu nayuedmu ¢
ATE3 mun i uma cpegrume puckoBu dhakmopu U yenoXkdesus:
» TpygHa unmyBayus - 06cmpykuus Ha 20pHU guxamenHu

Memuwa om omaokedume B mykosama enokosoamu-

HoznukaHu (FAMN u ewvem mykyc, makpoeanocus, xunep-

mpodus Ha MoH3uUNUMe, genpecus Ha ocHoBama Ha

HOCA, kbCa pusugHa wus, gedopMauus Ha Xpywanume

Ha napuHkc U mpaxes, mpaxeomanauus
+ TpygHa ekcmybauus: nocuHmybauuoHer omok Ha nuzabu-

Lama Ha 20pHU QUXamenHU Mbmuwia, 6poHxXoe6Cmpykuus,

guxamenHa HegocmambyHOCT, MpygHO ChBykgaHe,

Benogpobed omok moxke ga ce nosBu go 27 4aca cneg

onepayusma. MocmuHmyBayuoHHUMe yenoXkHeHus Yec-

Mo Hanazam peuHmyBaLus unu cnewHa mpaxeomomus.
» OfBempykmuBra u pecmpukmubHa (gedopmauus Ha 2pbg-

HUA kow, xenamocnneHomeezanus) GenogpobHa Gonecm,

fenogpobHa XUNepmoHus;
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