28 MEXZYHAPORHbIA JEHb
orspanq PELKIX 3AE0NEBAHU



B nocaennuit 1eHp heBpalisi otMedaeTcss Mexx1yHapOIHbIN JICHb
PEIKHUX 3a001€BaHUIM, KOTOPBIM POBOJIUTCS C LEJIbIO IIPUBIICUCHUS
BHUMAaHHUS OOIIIECTBEHHOCTH K TOMY, YTO 3HAYMUT KUTh C PEIKHUM
3a00sieBaHuEM. Takue JHOAM HYXKIal0TCS B pAaBHOIIPABHOM JIOCTYIIE K
OUArHOCTUKE, JICYCHUIO U YXOIY.



PacopocrpaHeHHOCTD

. CIIIA -75 .10 000

e Hrouwua -4 : 10 000

* ABcTpaus -1 : 10 000

e Kanaaa -2 : 10 000

e Poccus -1 : 10 000




IIpouncxorxkaeHne ‘

» HACJIEJICTBEHHOCTD

> TUI0Xas DKOJIOTHS

> IMOHV>KCHHBIN HNMMYHHUTCT

- > BBICOKAsl pajdalysl

» BUPYCHbIE NH(EKINN

° y MaTepu BO BpeMms
OCpPEMEHHOCTH;

® y IETEU B paHHEM BO3pacCTe.




OcobennocTu opdpaHHBIX 3a00A€BAHUU

» [TpuMepHO nostoBUHA op(haHHBIX 3a001€BaHUN 00YCIIOBIICHA
FCHETUYCCKUMHM OTKJIOHECHUSIMA. CUMIITOMBI MOTYT OBITH OYEBH/IHBI
C POXKACHMS MIIU MPOSIBIISITHCA B IETCKOM Bo3pacTe. B To ke BpeMs
ooisiee 50% peakux 3a00JIEBaHUI OPOSBIISIIOTCS BO B3POCIOM
BO3pacTe.

P Peske BCTPEUaroTCs TOKCHYECKUE, HH(PEKIMOHHBIE HIIH
ayTOUMMYHHBIE «CUPOTCKHE» 00Jie3HU. [ [ppuunHamMu ux pa3BUTUS
MOTYT OBITh HaCJICACTBEHHOCTb, OCJIA0JICHUE UMMYHMUTETA, TJI0Xast
9KOJIOTHSI, BRICOKHUM PaJualliOHHBIA (DOH, BUPYCHBIC HMH(PEKIIUN Y
MaTepy U Yy CaMHUX JIETEW B PaHHEM BO3pacCTe.




Ocob0enHOCTH Op(PaHHBIX 3A00A€BAHUU

* BOABIITIHCTBO op(i)aHHbIX 3200AEBAHUIT — xponudeckne. OHH B
3HAYNTEABHOI MEPE YXYAIIAIOT KAYECTBO KU3HU YEAOBEKA U MOTYT CTATh

- HquHHOI}'I AETAABHOI'O MCXOAA.

®* AAf OOABIIIMHCTBA TAKHUX OOAE3HEH HEe CyIIecTByeT 3(M(PEKTHBHOTO
aegernsd. (OCHOBHafA IIEAb TEPAIIMH TAKUX OOABHBIX — VAVYIIICHHE
KA9eCTBA U YBEAMYEHIE IIPOAOAKATEAPHOCTH KU3HU ITAITIEHTOB.




DIIUAEMUOAOTHUA

*B Poccum peAkmMm IpPEeAAOKEHO CUATATh 3a00AEBAHUA C
«pactipocTtpaneHHOCThIO He Ooaee 10 caygaes ma 100 000
YEeAOBEKY.

°B CIIFICOK Op(PAHHBIX OoAe3HEN CIIEITIAAVICTEI
Mmnusapasconpassutuas PP B 2014roay BHecam 215
HAMMEHOBAHUI, a4 IIEPBOHAYAABHO OBIAO BKAIOYEHO Bcero 86
OOAE3HUII.

® Ilo aamHBIM PoOpmyaspHOro komurera Poccuiickonr akaaemnu
meantimHCKnX Hayk (PAMH), poccman ¢ stmMm OOAe3HAME
HACIUTBIBAETCA OKOAO 300 TBICAY YEAOBEK.




ClucoK, BKJIAKYAKIIUHA 24 peakue 00/1€3HUA, BO3IVIABJIAIOT:

° PaACCESHHBIN CKJIEPO3;
° posie3us |l ome;

° reMo(puiIns;
. ® MYKOBHCILIMO3,
° runopu3apHbIA HAHU3M.
[TanuenTsl 24-X oppaHHBIX 00JIE3HEH 00ECICUNBAIOTCS

JICKApPCTBECHHBIMH IIpEIIaparaMyu M JICYCOHBIM MUTAHUEM 34 CUET

rocynapctBa ( IloctanoBiaenune npaBurenbctBa PO ot 26 04
2012r. Ne 403).




3TO MEAAEHHO IIPOIPECCHPYIOIIEE
za0oAeBanue LIHC, aas koToporo
XAPAKTEPHBI ALCCEMUHHUPOBAHHBIE
OAAINKU AEMUEAMHU3AINN B TKAHU
TOAOBHOTI'O M CIIMHHOTO MO3IA4.

[ IposasAaseTcsa MHOKECTBEHHOU
M3MEHYNBOU HEBPOAOTMTYECKOU
CAMIITOMATHKOU U IIPOTEKAET
OOBIYHO C OOOCTPEHUAMHI U
PEMUCCHUAMMU.




Pactpocrpaneanocts PC BBICOKA T AGAWUTCA Ha 30HBI C BBICOKOM, YMEPEHHOH U

HHU3KOU BCTPEIAEMOCTH 3a00AEBAHI.

B mmpe BomBAeHO OKOAO 2 MAH OoapHBIX PC. B mamenn crpame B pasANYHBIX
00AaCTAX KoAndecTBO 3200ABIIINX PC koaebaercsa ot 2 A0 70 6oabHBIX Ha 100 000
JeAOBEK.

B KpyIHBIX IIPOMBIIIIACHHBIX PallOHAX M TOPOAAX 3a0OAEBAEMOCTH BBIIIIEC, YEM B
CEABCKOM MECTHOCTH, ¥ AHII MY?KCKOTO 1 KEHCKOTO ITOAA OHA OAMHAKOBA.
XAapaKTEPHBIE YEPTHI:

v\ Hauano OOAE3HU B MOAOAOM Bospacte, oObraHO Mekay 20 m 35 ropamu
MHOI'OCUMTOMHOCTD;

v noaumopdusM (MHOTOOGPAZHOCTD) TIPOABAEHHIT;
v

IIPOTPECCUPYIOIIEE TEUCHNE C BECbMA TUITMYHON HAKAOHHOCTBIO K PEMUCCHAM
1 HOBBIM O6OCTp€HI/I}IM.




CuMOTOMBI PaCCEAHHOTIO CKAEPO3A

HanboAee paHHIMA CHIMIITTOMAME ABASAFOTCH:
v’ yrpara GpromHbx pedpAEKCOB;

v\ yTOMASEMOCTD U CAAOOCTD HOT;
v’ AErKoe MHTEHIIMOHHOE APOKAaHUE B PYKax;

v’ HucTarM (HEKOHTPOAUPYEMOE PUTMHYHOE ABUKEHUE T'AA3).




AedyeHHne pacCeAHHOTO CKAEPO3A

Aegenne PC 3aBHCHT OT CTAAUH U TAKECTH
3200ACBAHUI.

[Ipu AegeHnH OBICTPO IPOrpeCcCHPYIOINUX (HOPM
HICIIOAB3YIOT:

mAasMopepes;

HMMYHOCYIIPECCOPH (MUTOKCAHTPOH);

HMMYHOMOAYAHTOPBI .

OHHI yAYYIIIAIOT T€YEHUE 3a00ACBAHUSA, YMEHBIIIAIOT
YaCTOTY U TAKECTD 9K3AIIEPOAITHH.
B-uaTepdepponE 00eciieanBarOT IPOMOUAAKTHKY
OOOCTPEHUI U CHIKAFOT UX TAKECTb.
CuMIITOMATHYECKAA TEPAINA BKAFOYAET B CEOM:
BuTamMuH E 1 BuramuHsl rpymirs B;
AHTHOKCHAAHTBI, HOOTPOIIBI, AHTUXOAWHICTEPA3HBIC

IIpenaparsl;

MHOPCAAKCAHTHI, 3HT€pOCOp6€HTbI.




MyKkonoAncaxapuAO3bI

° ['pynima HaclIeACTBEHHBIX O0JIE3HEN COCAUHUTEIILHON TKAHU C
IF€HETUYECKU 00YCIOBICHHON HENOJHOLICHHOCThIO 1 u3 11

- M3BECTHBIX (DEPMEHTOB, YUYACTBYIOIINX B PACIICINICHUN

IIMKO3aMUHOIINKAaHOB (I'Al'-KHCIIbIE MYKOIIOIHMCaXapy/ibl)




* Aas MIIC xapakTepHO HTOAMCHCTEMHOE  ITOPAKEHUE:
MHOKECTBEHHBIC Aedpopmarm CKEAETA, 3aACPIKKA
dpusumaeckoro  pa3BATHA, YMCTBEHHAA OTCTAAOCTH  IIPH

HEKOTOPBIX POPMaX, HAPYIIEHUA CEPACUYHOM AEATEABPHOCTH,

- HapyIIeHns OYHKIIIU OPTAaHOB ABIXAHUSA, IIATOAOTHA OPTAHOB

3p€HI/IH 1 CAYXa, I'CIIaTo- M CIIACHOMCIAAMA,
HeBpOAI“I/I‘IGCKaH CHMIITOMATHKA, O6p330BaHI/I€ prI}K.




MyKOBUCITHAO3

*  MyKOBHCIIHAO3 BCTPEUIACTCH § AFOACH OEAOH PaCH, PACIIOCTPAHEHHOCTH B EBporre -

1:2800-1:9800.
* OAMHAKOBO CKAOHHBI K OOAE3HH 004 IT0OAA C HEOOABIIIIM IIEPEBECOM MYKUHH.

® Yacro ycraHaBAHMBAETCA KPOBHOE POACTBO MEKAY POACTBEHHUKAMU

* AyTOCOMHO-PENECCUBHOIO THITA HACACAOBAHUS,




[laToreHes

* MyKOCEKPETOPHBIE KEJI€3bI BBIACIISIIOT BA3KYIO CIIHU3b, (KEIIE3HhI
CIW3UCTOM pTa, NUIIECBOJA, KUIIICYHUKA, TTOKEIYI0YHOM KEIC3bI,
HOCa, CHHYCOB, TpaxeH, OPOHXOB H JIp.)

* CekpeT 3aKylOpUBAET BCE BBIXOIHBIEC IIPOTOKU IIPEAOTIPEACIIAECT
- MaTOJIOTMYECKUE U3MEHEHHUS B OIIPEIETICHHBIX OpraHax.

* YCTaHOBIIEH POCT AJIEKTPOJUTOB B ITOTE (OT 2 10 5 pa3 OOJIbIIIe HATPUS
M XJI0Pa, Y€M Y 3I0POBBIX JIFO/ICH ), ClI€3aX, CIIOHE.

° Hapymaercs peaOCopO1Hs 3IEKTPOJIUTOB B CBSI3U C DH3UMHBIM
e (OULIUTOM.




Kanaccudukauun

7. CmerranHasa (popma (TOpaKEHUE ABIXATEABHOH U
ITAIIIECBAPUTEABHOU CUCTEM).

2. Nerounas popma.

3. Kameunas dpopma.

- 4. Ilegenounan popma ¢ ABACHHAMU ITUPPO3a, IOPTAABHON I

FI/IHCPTCHSI/II/I, aCIImra, KpOBOTC‘I@HI/IeM N3 KEAYVAKA 1 ITHUITIEBOAA.

5. DaekTpoanTHAA (POPMA O€3 PECITUPATOPHBIX M KAIITCIHBIX
HAPVIIIEHU, CO CAAOBIM IIPHUBACYECHHIEM ITOAKEAVAOIHOM KEAECIHL.




Anarnocruka

°* AmarmocTuka 3a00A€BAHIS OCHOBBIBACTCA HA CHMIITOMOKOMIIACKCE,
KOTOPBIM COCTOUT M3 BPOKACHHOMN THIOTPO(MUH, TO3AHEH U MEAACHHOH
5BAKyaIlUd TIyCTOIO MEKOHHA MU MEAACHHOTO BOCCTAHOBACHHA MAaCCHI K

TpeTbefI HEAEAE KU3HII.

.' AASL TIOATBEPIKACHHS AMATHO32 MYKOBHCITHAO32 HCIIOAB3YIOT ITOTOBYEO
IpoOy - HCCACAOBAHUE COACP/KAHUA HATPUA XAOPHAA B  IIOTE.
(Hopmaapmsrit ypoBeub y Aeteit 20 MakB/A, v B3pocAaoro — 45 M3aKB/A).




Aeuenue

° JleueHne HampaBJI€HO HA  BOCCTAHOBJIECHME  JILIXAaTE€JIbHOHW U
MHUIIEBAPUTEIBHON (PYHKIHM.

° IIporHo3 3aBUCHUT OT TSKECTH 3a0oneBaHus. Ecim aquarHo3 mocraBiicH
B IICPBBIC MECSIBI ;KU3HU PEOCHKA U NPOBOAUTCS aJICKBAaTHOE JICUCHUE
- 70% nereun noxuBaet 00 20-TH JIET U CTapIIIE.




Hunter cuaApom

* Tun HaciaegoBaHUsA- AyTOCOMMUO-PELIECCUBHBIN, 3a UCKItoUueHueM MIIC 11

tuna (0oje3Hp XaHTepa HACIEAYEeTCA M0 X-CIEIIICHHOMY PEIECCUBHOMY
MEXaHU3MY ).

* OcHoOBa HapylIeHUs METa00JH3Ma MYKOIOJUCAXapPUI0B— HEAOCTATOUHAS
AKTUBHOCTH JIM30COMAIBLHOIO (PEpMEHTA C MOCIEAYIONIUM HAKOIJICHHEM
B KJIETKaX MPOMEKYTOUYHBIX IPOAYKTOB MeTa0boI3Ma(Cynb(haroB).




KAanmHnnueckue nposaBA€HUA
(Hunter cmaApOoM))

* 3aAepiKKa YMCTBEHHOI'O PAa3BUTHUS;

I 'ermatocmAeHOMEraAms

-' MHOKECTBEHHBIE AHM30CTO3BI: VTOAITIEHHE KOCTH KHCTEH ¢ YEpelra,
AedpopMaITHsA «TYPEIKOTO CEAAA», PEOEP, TO3BOHOTHHIKA

® I'pyOble 49epTBl AWIA, OTPAKAIOIIHE 33AACPKKY YMCTBEHHOTO PA3BUTHS:
TOACTBIE TYOBI, OOABITION fA3BIK, 3YOBI C IIPOMEKYTKAMHA




d1/2years 13 years

B. Mucopolysaccharide storage disease type Il (Hunter)

MyKoroJimcaxapu103bl BKIFOUYEHBI B I'PYIIILY JIM30COMAaJbHBIX O0JIE3HEH
«HAKOTUICHUS.

Mykoroimcaxapu/ibl COCTaBIAIOT OCHOBY COCIMHUTEIIBHON TKAHU.
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'Onna n3 Hamboliee OCTpPBIX MPoOIEM — OO0eCIeYeHHUE JeKapCTBaMU OOJIBHBIX PEIKUMHU

13a0071€BaHUsAMHA. B OONBIIMHCTBE  CIydaeB, NaXE €CIU IIpernaparbl 3aperUCTPUPOBAHBI B
Poccun, OHM HACTOJIBKO JIOPOTH, YTO MX 3aKYNKH JJISI 0OCCIEYECHUsS COBPEMEHHOM Tepamuei

. Jake HeOOJIBIIIOTO YMCjla MalueHToB (a i opaHHBIX 3a00JeBaHUN JICUCHHUE, KaK IPaBUJIO,
MTOKU3HEHHOE) BBUIMBAIOTCS B KOJOCCalnbHbIE 3aTparhl. [lompaBkamu k denepaibHOMY 3aKOHY
«O0 oOpalieHur JEeKapCTBEHHBIX CPEACTB», KOTOpble BCTynuiaud B cuiy 13 wmroms 2015 ropa,
BIICPBBIC BBEJCHBI IIOHATHS, MO3BOJISIIONINE ONpPEACIUTh OCOOCHHOCTh OOpalleHUs
OMOaHaJO0roB M, YTO OYEHb BAKHO IS MALMEHTOB C PEAKMMHU 3a00J€BaHUSIMHU, OpP(aHHBIX
npenaparoB. B kadecTBe opdhaHHBIX JIEKAPCTBEHHBIX MpernapaToB NPUHUMAIOTCS JICKAPCTBEHHBIC
nmpenaparbl, MpeAHAa3HAYCHHBIE JJISI MAaTON€HETHYECKOTO JICYCHUS, HAIIPABJICHHOIO Ha MEXaHU3M
pa3BUTHA peakux (OpdaHHBIX) 3a00JCBaHUM.
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Iona op@aHHbIX nauMeHToB cyulectByeT nABe nporpammbl. [lepeaa —  depepanbHasa  «/
BbICOKO3aTpaTHbIX  HO3osormny, Kotopaa B 2019 rogy Bknoumna ewe natb 3aboneBaHun («12
Ho3onornny), a B 2020 romy — ewe ABa. Tenepb 3a cyeT (pepepanbHbIX 3aKyrnoK JleKkapcTBamu
obecneumBaloTCa NauneHTbl, OONbHbIE reModunnen, MyKoBUCLUAO30M, rMNou3apHbIM HaAHM3MOM,
bone3Hbio [owe, 3MN0Ka4YeCcTBEHHbIMU HOBOOOpa3oBaHUSAMU  NUMAONOHON, KPOBETBOPHOU W
POLACTBEHHbLIX WM TKaHEW, pacCesiHHbIM CKJIEPO30M, reMOoJSINTUKO-YPEMUYECKUM  CUHOPOMOM,
IOHOLLECKNM apTPUTOM C CUCTEMHbBIM Hayasnom,

MyKononucaxapugosom |, [l u VI Tunos, annactnyeckon aHeMmnen HeyTOYHEHHOW, HacneaCcTBEHHbIM
nedvuntom aktopos Il (dbmnbpuHoreHa), VII (nabunbHoro), X (Ctioapta — [lpayapa), a Takxe nuua
nocsie TpaHCrnaHTaunm opraHoB 1 (UNun) TKaHew.




Bropas nporpamma — «7KusHeyrpoKaroIme u xponudeckue
IIPOTPECCUPYIOIIHNE PEAKHIE 3a00AEBAHUSM) — BKAFOYAET OOAEE
20 HO30AOTHH, U 3TU OOABHBIEC AOAKHBI

00ECIIEYNBATHCA IIPEIIAPATAMYI HA YPOBHE PETHOHOB.

Y4yeHBIE CO37aI0T
CHCTEMY HCKYCCTBEHHOTO
KPpOBOOOpAalICHUS OIS
IETEH




