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KOHTPOABHA PABOTA IO TEPAITUUA

B npedvidywem nomepe xyprara «Apxube 6uympennei meduyurvt» mol npedroKuiu “umameiam
pazobpamvca 6 nenpocmom caywae, ¢ Komopvim cmoaixnyracy bawa Koareza — 6Bpaw-mepanebm.
Cezo0ns moL nybauxyem nodpobruvie ombemot na smy caoxzyio 3adawy. (VMcemounux ungopmayuu —
Dedeparvrvie Kaununeckue pexomendayuu no duaznocmuxe u aewenuto 6oresnu Pabpu (Ilpoexm
19.01.13), Mocx6a, 2013 http://www.med-gen.ru/ docs/ bolezn-fabri.pdf)

1. Boaesub Dadpu (BD).
2. AuddepenimarbHas AMarHoCTUKa.

3aropospurs BA 1iporie mpu HaAMMUM KAACCUMECKOTO
BapraHTa — CHCTEMHOTO 3a00AEBAHUS C TOPAKEHIEM
TI0YEK, CEPALTA, KOYKH, HEPBHO CUCTEMBbI, JKEAYAOTHO-KI-
IIIETHOTO TPAKTA, OPTaHa 3PEHS, HATMHAIOITIETOCS B ACT-
ckoM Bo3pacre. OAHAKO TTOPasKEHUE CEPALTA UAN TIOUEK
MOJKET ObITh EAMHCTBEHHBIM TiposBaeHreM BD. V rakmx
[AI[UEHTOB OTCYTCTBYIOT KaKue-Ar0O CHMIITOMBI 3a00-
AeBaHMsA B pAeTckoM Bozpacre. [Tpearoaarars A caepyer
y BCEX MAI[UEHTOB ¢ rutiepTpodrerl MUOKapAa HESICHOTO
[IPOUCXOKACHYS U MHCYABTOM, PA3BUBAIOIIIUMCS B MOAO-
AOM Bozpacre. Y G0ABHBIX C U30AMPOBAHHBIM TTOPAKEHU-
€M TI0YEK AMArHO3 MOKET ObITh 3aIIOAO3PEH Ha OCHOBA-
HUU PE3YABTATOB UCCACAOBAHMS OHOIITaTa IT09KK, B TOM
YUCAE METOAOM SAEKTPOHHON MUKPOCKOIIHH.

Vaurbisas HacaepcTBeHHbIA xapakrep bd, BaxkHoe
3HA4YEHUE B AMATHOCTUKE UMEET U3YICHUE CEMEMHOIO
anamHe3a. OpHAKO HEOOXOAUMO YIMTBIBATD, 9TO Y POA-
CTBEHHUKOB MareHTa 3a00AeBaHre MOXKET ObITb He-
pacriosanHbiM. COOTBETCTBEHHO, ITPH OIIPOCE CACAYET
o6paraTh BHUMaHWE Ha BO3MOKHbIE rTposiBaeHus B,
HaIlPUMeEp, CAy9ar CMEPTU OT IIOYETHON HEAOCTATOIHO-
CTU MAM UHCYABTA B MOAOAOM BO3PACTE.

AnddeperrnmarpbHas AMarHOCTUKA aHTIOKepaToM. Ber-
SIBACHUE aHITIOKEPATOM SIBASICTCS] BASKHBIM AMArHOCTHYC-
ckuM «karodoM 11ipr BD. Bo BpeMst Kpr3os, coripoBokaa-
IOIIUXCA AUXOPAAKON 1 GOAAMMU, AHIMOKEPATOMbBI MOTYT
OBITH CITyTAHBI C IIETEXUAABHO ChIITbIO, 9TO IIPUBOAUT K
YCTAHOBAEHHIO OIINOOYHOIO AMarHo3a MeHuHrura. Avg-
(bepeHIIMaAbHBINT AMArHO3 CACAYET TAaKKe IIPOBOAUTD C
HACACACTBEHHON TeMOPPArmdecKON TeAAHIIKTA3MUEH
Penpto-Ocaepa—Bebepa, ¢ anrnokeparomont Poppaii-
€a, aHI'MOKePaToOMO MUOGEAAN M OrpaHITIEHHON HEBU-
(hopMHOIT aHIMMOKEPATOMOIT TYAOBHITIA. AHIMOKEPATOMbI
TAKKE BCTPEYAIOTCS U TIPU APYTUX AU30COMHBIX (GOAE3-
HsIX HakoreHwst: 6oaesuu [lnnaanepa, pyrosmpose, ran-
PAMO3MAO3€, aCTTaPTATIAIOKO3aMUHYPUN 1T CHAAUAO3E.

Boaesoit cunppom. Boaesoit curppom ripu B wacro co-
MTPOBOKAAETCS CYODEOPUABHOM AMXOPAAKO U ITOBDIITICH-
HOI peakiuel OCepaHMA dPUTPOLIUTOB, YTO YaCTO IIPU-
BOAUT K YCTAHOBACHHIO (AOKHBIX) AMArHO30B: PEBMATO-
HMAHOIO apTPUTA, PEBMATHUYECKON AMXOPAAKU, apTPHUTOB,
apurpoMuarruy, cuHppoma Pertro nan «Gonesnn pocray.

ITouewnas maronorusa. Ilpm n3oAanpoBaHHOM TOpaske-
HUU [I0Y€K MOYEBOM CHHAPOM MOKET OIIMOOMHO MH-
TEPIIPETUPOBATBCA KaK XPOHUIECKUI AQTEHTHBIA I'AO-
MePYAOHE(DPUT AN MHTEPCTULTUAABHBIN He PUT.

Cepaeano-cocypucras cucreMa. CUMIITOMBI CXOAHBI C
KapAMOMETaAMel MAT apUTMIEH HESICHOTO TeHesa.

Odrarpmonormdeckne Hapyirenusa. C 1moMomipo Iie-
A€BOT AAMIIbI BBIABAAIOT IOMYTHEHIE POTOBULILI B BUAE
3aBUTKOB. CXOAHBIE M3MEHEHUSA POTOBULIBI HAOAIOAAIOT-
A TIpU YIIOTPEOACHNN AEKAPCTB 13 IPYITIIBI XAOPOKBH-
HOB MAM aMHUOAAPOHA.

sRenypouIHO-KUTIIEIHBIN TPaKT. yRKeAyAOTHO-KUITIETHBIC
cumrroMel 1ipu BO UMeEIoT CXOACTBO € CUHAPOMOM pas-
ApPaKEGHHOrO KUIlIeYHNKa, 60Ae3HbI0 KpoHa.

3. OHPCABAGHI/IG AKTMBHOCTHU AM30COMHDBIX (prMeHTOB.

3onorem  cranpaprom  puarHoctuku  b@  seaserca
OIIPEACACHUE AKTHUBHOCTH  AM30COMHOrO  epmMenta
a-rarakro3upasel A. CHIDKEHHE akTUBHOCTU (PepMeHTa
HAOAIOAACTCS B [IAA3Me, ACHKOLIUTAX, CBIBOPOTKE KPOBI,
CAG3HOI JKUAKOCTH, B AIOOOM OUOIITATe VAU KyABTYPE
KACTOK KOKHBIX (rGpoOAACTOB. Y MYKIMH CHIDKCHHAS
AKTHBHOCTD (-TAAAKTO3MAA3BI A SBASCTCA AOCTATOTHO
nadopmarusabiM npusHakoMm BD u Moxer wncrionsso-
BaThCA B KAIECTBE CKPUHUHIOBOTO Tecta. OAHAKO y TpeTn
skertyH ¢ BO akrusHOCTH 91010 hepMerTa MOKET ObITh
HOPMAAbHOMH, [T0ITOMY HAAEKHO MCKAIOMUTD HAL TIOA-
TBEPAUTD AUATHO3 ITO3BOASIET TOABKO I'€HETHIECKUIT TECT.

AHK-anarsocruka. B caygae HeopAHO3HAYHBIX pe3yAbra-
TOB OGMOXUMUYECKUX MCCAEAOBAHUIT Y OOABHBIX, A TaK-
K€ C I[EABIO TIPOBEACHUS TIPEHATANBHOM AMArHOCTUKN
Ha PaHHUX CPOKax OepeMEeHHOCTH MAU IIPEUMIINAHTA-
[IMOHHOWM AMArHOCTUKH PEKOMEHAYETCS IIPOBEACHUE
MOAEKYAIPHO-TEHETUIECKUX HMCCAEAOBAHUI  06pasia
AHK narmerira. AHK mMoxxer 6bITh BhIpeA€HA U3 AT0OO-
ro GMOAOTHYECKOIO MaTeprana, COACPIKAIIErO KACTKHU
(KPOBB, KAETKU CAUBUCTOTO SITUTEAUS ITIEKU, BOAOCSHbIE
(bOAAMKYABL, ApyTHEe TKaHU, a TAKKE CAIOHA, MO4Ya), HO
HanboAee YaCcTO MCITOAB3YIOT KPOBb. I1pu mipoBepeHrmn
AOPOAOBOM AMATHOCTUKHU HUCITOAB3YIOT KACTKU XOPUOHA
VAU KACTKH aMHUOTUIECKON YKUAKOCTU.

4. Pexomenpyercsi 0oGCACAOBAHME CECTPLI U MaTepu
MaryenTa — reHeTIYeCKIN aHAAN3, OTIIA TTal[ueHTa —
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OIIPEACACHNEC aKTMBHOCTU O-TI'aAaKTa3rAA3bI. HpI/I BO3-
MOKHOCTM O6CJ\6AOBaHI/IG n APYIuX pOACTBEHHMKOB.

5. Ucnonb3oBanue (pepMEHTO3aMECTUTEABHON Tepa-

rau (P3T).

3aMecTUTEeAbHAsT Teparnusi PeKOMOMHAHTHBIMU TIpe-
raparamMu o-rarakrosnpasst A mcroassyercsa ¢ 2001 r.
C 21011 11eABIO TIPUMEHSIOT ararcupasy anrbda (Perina-
ran, Shire Human Genetic Therapies) u araacupasy
6era (Dabpasum, Genzyme Corporation), KOTopbIe T10-
AYYAOT C TIOMOIIBI0 AUHUT (GrOPOoOAACTOB KOXKU IEA0-
BEKa U SIUYHUKOB KMTAMCKHX XOMSIKOB COOTBETCTBEHHO.

Arancmpaza arbda M ararcupaza 6era ObIAML 3aperu-
CTPUPOBAHBI B MUPE HA OCHOBAHUY PE3YABTATOB PAHAO-
MU3MPOBAHHBIX [1Aa11e60-KOHTPOANPYEMBIX CCACAOBA-
HUI, B KOTOPBIX 3aMECTUTEABHAS TEPAITVsi YMEHbITIaAd
BBIP@KEHHOCTh HEBPOITATUIECKON OGOAM, BBI3bIBAAA
perpecc TUTIEPTPOGUN AEBOTO JKEAYAOIKA M CTaOUAU-
3anuio HYHKITMH TTOYEK, 3aAepIKIBANA PA3BUTHE TT0YEY-
HOM U CEPAETHO-COCYAUCTON HEAOCTATOIHOCTH 3a00Ae-
BaHUI 110 CPABHEHUIO C MAAIE00.

Arancmpasy anbda BBOAAT BHYTPHMBEHHO B  AO3€
0,2 mr/kr B revenue 40 munyr 1 pas B 2 Hepean, aran-
cupasy 6era — BHYTpUBEHHO B po3e 1,0 Mr/Kr BBOAMTCA
Kakpble 2 Hep B BUAE B/B undysuu. HavanbHas cko-
pocrb nuHpy3un He AOAKHA Tipesbimath 0,25 mr/mun
(15 mr/4). TTocae yCTaHOBACHMS TOAEPAHTHOCTH CKO-
pocCTh MHPY3UU MOKET ObITh YBEAMYEHA IIOCTEIICHHO C
TOCAEAYIOTUMY MHPY3UAMU. Y TAIUEHTOB C IT09EYHON
HEAOCTATOIHOCTBIO KOPPEKIIUHU PEKUMA AO3VPOBAHIS
ne tpebyercsa. Popma soimycka Penaaraaa: pactsop o
3,5 Ma ararcupassl aabda Bo paakonax o 5 ma; Dabpa-
3uMa: AMO(PUAN3AT, SKBUBAACHTHBIN 35 MI' araa3mpasbl
6eTa, B IIPO3PAIHOM CTEKASHHOM (PAraKoHE OOBEMOM
20 ma. B Poccum nmpenapar Permnarana saperumcrpupo-
Ba 29.01.2009 r. (perucrparmonssiii Homep: ACP
000551/09), Da6paszum — per. No: ACP-003334/09 ot
30.04.09. Cpoxk pericTBHA per. YA, He OrpaHIYIeH.

Ha ¢one P3T y GoAbHBIX MOTYT BbIpa0aThiBATHCSA aH-
trrena kaacca IgG K araacupase.

[To6ounsie addexrsr. [lepenocuMocTb AAMTEABHON
MD3T xoporras. OCHOBHBIMU HESKEAATEABHBIMU I DEK-
TaMy MOTYT OBbITh PEAKIIMM Ha BBEACHUE IIperiapara
(03106, AMXOpapKa, TOIIHOTA, TAXUKAPAUS, 3yA, MUAA-
rust, GOAW B KOHEIHOCTSIX, FOAOBHAsI GOAB, GOAD B TPYAH),
B OCHOBHOM AEIKHME MAM YMEPEHHO BbIPAKEHHBIE.

Korpa maumbarh 3amMectureAbHyio Tteparuio. Omru-
MaAbHBIE CPOKU HA3HAYCHUS 3aMECTUTEABHON TePATTN
HE OMPEACACHDI, & PEKOMEHAAITUY 10 HA3HAYCHUIO I1a-
nuentam ¢ bB® oranyarorcs B pasHbix crpaHax. Myx-
ynnam ¢ BD zamecrureabnas Teparnus rokasaHa cpasy
ITOCAE YCTAHOBACHUS AMArHo3a. Y MaAbIMKOB € 6ECCUM-
nromuont BD Aevenne MoKET OBITH HAYATO B BO3pacTe

10-13 aAet, B TO BpeMs Kak IPU HAAUIMN CHMIITOMOB
OTKAAABIBATH 3aMECTUTEABHYIO TEPAIINIO HE CACAYeT.
V SKEHIMH TIOKa3aHUAMU K ACYCHUIO CIUTAIOT BbIPa-
SKEHHbBIE CUMITTOMbI MAU IPU3HAKN [TPOTPECCUPYIONe-
IO MOPAKEHMS] OPTAaHOB-MUIIIEHE, B TOM YHCAE XPO-
HIYECKasi HEBPOITATHIeCKasi GOAb B KUCTSX M CTOMAX,
PE3UCTEHTHAS K CTAHAAPTHO TePAIINY, I1€PCUCTHPYIO-
1ast IIPOTEUHYPUS, CHIDKEHNUE CKOPOCTU KAYOOIKOBOM
duaprparum < 80 Ma/Mun/1,73 M2 niopakeHue cepplia,
HAPYILICHVSI MO3TOBOIO KPOBOOOPAIIICHIIST MY UIIIEMU-
YEeCKUE N3MEHEHNSI TOAOBHOI'O MO3Ta, BbIIBACHHBIE 1PN
MarHUTHO-PE30HAHCHON TOMOTpadUn.

Kpurepun Henerecoobpasnocrn  HazHadenuss D3T:
6EPEMEHHOCTDb U 11€PU0A KOPMACHUA I'PYABIO; IIPUCYT-
CTBHE APYTOTO OIIACHOTO AN YKU3HU 3a00AEBAHUA, I1PU
KOTOPOM TIPOTHO3 BPsip A Oyper yayared ryrém D3T,
naryenTsl ¢ BO, y KotopbIx nMerorcs 04eHb cepbE3Hble
OCAOKHEHIIT (HAIIpUMEp, TSKEABITT MHCYABT, peaHMa-
L[MOHHBIC GOABHBIE).

Cumrrromatiaeckas Teparvs. [lo cummroMariraeckoi
TEparmy HET PaHAOMU3MPOBAHHBIX KOHTPOAMPYEMBIX
VICCACAOBAHUM, II03TOMY YPOBEHb AOKA3aTEABHOCTU AAH-
HOWU Teparmy — ypoBeHb C. Y IanneHToB ¢ XpOHMe-
CKOl HEBPOIIATUYICCKON OGOABIO M AKPOIAPECTE3UAMU
1IEAECO06PA3HO TI0 BO3ZMOKHOCTH YCTPAHUTH (PaKTOPBI,
IIPOBOIMPYIOIIHE TIOABACHUE OOAM, HANpUMeEp, GOAb-
e (pU3MIECKUE HArpy3KH, dMOIIMOHANBHBIN CTPECC,
M3MEHEHUE TEMIIEPATYPbl. AAS KYIIMPOBAHUA HEBPO-
[IATUYECKON GOAM MOIYT OBITh KUCIIOAB30BAHbI KapOa-
MazernuH, rabareHTuH, rperabarut, GEHUTOMH UAN 1X
KoMOuHaNys. Bo3MO)KHO Takke KOMOUMHUPOBATh AHTU-
KOHBYABCAHTBI C TPULIMKANICCKUMU AHTUACIIPECCAHTA-
MU ([IPU OTCYTCTBUM CTOMKOTO TMOPAKEHUS CEPALIA) 1
AMAOKAMHOM B BUAC TIAACTBIPE M Ma3eh Ha 30HY OOAU.
Peryasiproe nipuMeneHne aHaAbreTUKOB HEKEAATEABHO,
YIUTBIBASI NX HEOAATOIIPUATHOE BAMSAHME Ha (DYHKIIIIO
roIek. MoKHO MCTIOAB30BaTh HECTEPOUAHBIC TTIPOTHUBO-
Bocriaanrenbtbie cpeacrsa (HITBC) nan ormonppr rpm
6onesbix Kpmzax Dabpu, oppako nx addexr MuHIMA-
AcH. Y TIAITMEHTOB C AVCIICIICHEH BO3MOKHO ACICHIIC
6n0KaTopamMn H-rcTaMUHOBBIX PEIIENITOPOB MAW WH-
rOMTOPaMU TIPOTOHHOM ITOMITEL AN YMEHBITICHS ITPO-
TEUHYPUU U ACICHUA aPTCPUANBHOM TUTICPTOHNIN B KAU-
HITICCKOM IIPAKTUKE IITIPOKO UCITOAB3YIOT MHTUOUTOPBI
ATID 1 6a0karopsr perentopos anrnorensuta II, ooaa-
Aarorryie HeppOIIPOTEKTUBHBIMU CBOMICTBaMU. B caydae
PA3BUTHA TCPMUHANBHON IIOYEIHON HEAOCTATOTHOCTH
[IPOBOAAT A€YEHUE PEMOAMAAM3OM U/MAU TPAHCIIAAH-
TAIUIO MOYKKU. AN TPOPHUAAKTUKI MHCYABTA ITOKa3aHa
AMUTEABHAS TEPAIIHA ACIIMPUHOM UAU KAOIIHMAOTPEAOM,
IIPEKAE BCETO IIPU HAANYUU AOIIOAHUTEABHBIX (DAKTO-
POB prIcKa (ITOKMAOM BO3PACT, TPAH3UTOPHAS WITIEMU-
YecKas araka B aHaMHE3e, apTepUaAbHas I'MIICPTOHUA,
apurmun). [pu dubpuaraumu ripepcepanii HazHAYAIOT
AQHTUKOAIYAAHTHYIO Teparunio BappapruHOM. BoABHBIM ¢
aTPUO-BEHTPUKYASPHON GAOKAAOV ITOKazaHa MMIIAAH-
TAMs BOAUTEAS PUTMA, a IIPU HAAMMHN YIPOKAIOIIIIX
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Komnanusa Wanep, ogHa n3 MMpoBbIX NTMAEPOB
cpean cneumanmn3npoBaHHbIX 6ModapmaLeBTUYECKIMX
KOMMaHuM, CGOKyCcMpoBaHa Ha eAVIHCTBEHHOW LieNn:
NOMOYb NaLMeHTaM B CJIOXKHOW CUTyauum

N3MEHUTb XKN3Hb K JTydLlEMY

REPLAGAL
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VPRIV
velaglucerase alfa
for infusion
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icatibant

Mbl npomoraem naymeHTam
B CJIOXHOW CUTyauum
N3MEHUTb XM3Hb K flydliemy
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PEMJNIATAN® (arancupasa anbda):
[JokasaHHasA 3G HEKTUBHOCTb, NePEeHOCMOCTb 1 YAOOBCTBO NPK NeUeHnn
6one3Hn Qabpn pepmeHTOM, BblAENEHHbIM U3 NIVHMM KNETOK YeNoBeKa.

SNANPA3A® (naypcynbdasa):
MepBblil 1 eAUHCTBEHHDBIN NpenapaT Ana GepmeHTO3aMeCcTUTENIbHON
Tepanuu npu cnHapome XaHtepa (Mykononuncaxapugose Il Tuna).

BMPUB (Benarntouepasa anboa):
Mpenapat YenoBeyeCcKoro NPONCXoXKAeHNA ANa GpepMeHTO3aMeCTUTENbHON Tepanmu
npw 6onesnHu lowe | Tna y geTer 1 B3pOCsIbIX.

OUPA3UP (vkaTnbaHT):

CrMnTOMaTMYecKoe fieyeHrie OCTPbIX MPUCTYNOB HacNefCTBEHHOTO
aHTMOHEBPOTUYECKOTO OTeKa (06ycnoBnieHHOro AedrLmnTomM UHrMbuTopa
C1-3cTepasbl) y B3pOC/bIX.

NHbopmauma npefHasHaueHa Ana paboTHKOB 3PaBOOXPAHEHUS.
MoppobHan HGoOPMaLMS O NPUMEHEHUN COLEPKUTCS B UHCTPYKLUAX.

000 «LLlaitep Pyc», 121099, Mocksa, CmoneHckas na., 3.
Ten. +7 495 98134 91, pakc +7 495 937 82 00. www.shire.com
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SKU3HU apUTMUIT — KapAMOBEPTEPa-ACHUOPUANATOPA.
ITo >xeranuIo HaryeHTa BO3MOKHO YAQACHME aHTUOKe-
paToM C IIOMOIIIBIO aPIOHOBOI'O AA3€pa.

PexoMmeHpyeMbIe 06caepOBaAHUS

VaureiBasg cuCTEMHOCTD U IIPOTPECCUPYIOITIEE TEICHUE
3a00A€BaHUS U BO3MOKHOCTD PAa3BUTHS HOBBIX BHUCIIE-

pPanbHBIX TIPOSBAEHUIT ¢ BOo3pactoM, maruentsl ¢ bd
AOSKHBI HAXOAUTBCS II0A OCTOSHHBIM HAOAIOAEHUEM
Bpava, >KEAATEABHO HMEIOIIEr0 OIbIT BEACHUS TaKUX
60AbHBIX. CIMCOK HMCCAEAOBAHUI, KOTOPbIE HEOOXO-
AUMO IIPOBOAUTH MCXOAHO U B AUHAMUKE, IIPUBEAEH B
maba. 1. VIHTepBaAbl MEXKAY WCCACAOBAHUSMU MOTYT
OBITH COKPAITICHBI C YIETOM TEUYCHUsI OOAC3HU Y KOH-
KPETHOTO GOABHOTO.

Tao6anuya 1. [Tran obcaedosanns n naorwdenns naynenmos ¢ bO

NcxopHo Kaskabie
( 3 ( Kaxxkabie Kaskpbre Kaxabie
u A0 HayaAa | 3 Mec (TOABKO
6 mec 12 mec 24-36 mec
D3T) npu ®3T)
AHaMHE3, KAUHUYECKUE CUMIITOMBI + + +
Onenka 60Au (KpaTKUIM OIIPOCHUK OIIEHKH
BBIPAKEHHOCTH 6OAEBOr0 CHHAPOMA — + + +
Brief Pain Inventory, BPI) *!
O1eHKa Ka4yeCcTBa )KU3HU 10
COOTBETCTBYIOIINM BO3pacCTy HIKasaM + + +
(SF-36 *? uan EQ5D *3)
Nupekc ouenku tsxecru Manan (MSSI) *4 + + +
DusnkarpHOE ob6caepoBaHmE + + +
AKTHUBHOCTBH (pEPMEHTA U TEHOTHUII +
Mukpoarb6yMuHnypusi / IpOTEeNHYpUS + + +
Pacuérnas CKD + +
KT + + +
dxoxkappuorpadus + +
XO0ATEpPOBCKOE MOHUTOPUPOBAHUE + +
MP-toMorpadus roA0OBHOTO MO3ra + +5 +
Arekrpomuonenporpadus +
KoHcyapTanusa okyaAucra N N
(opTarbMOOGHOMUKPOCKOII )
Aypmorpamma © + +
DyHKYsA BHENTHETO ABIXAHUS + +
NAabGopaTopHbIE HCCAEAOBAHUS: OO
AHAAUM3 KPOBY, MOYEBUHA, IAEKTPOAUTEI
(K, Na*, Ca'*, Cl), neuéHouHbI€e IPOGBI . . .
(AAT, ACT, 6uarupy6us un ppaxuyun),
Aannupuseiii npoduas (OXC, TT, XC-
AIIBII) naromak
I'ro6oTpuaosunmepamMmup
(yepaMuATPHUTeKCO3UA) B IAA3ME KPOBU + +
u Moue
AHanAn3 HAa aHTUTEAA K 0-TaAaKTOo3upa3e A +

ITpumeganmue:

*

Vicrioabsyercs B EBporieficknx pekoMeHAaIMsAX 110 AMarHocTuke u sepennio 6oaesun Padpu («Guidelines for the Diagnosis and Management of Anderson-Fabry Disease») 1op pea.

D.A. Hughes, U. Ramaswam, P. Elliott, P. Deegan, P. Lee, S. Waldek, G. Apperley, T. Cox and A.B. Mehta, 2008.

Cospan Pain Research Group, WHO.

www.sf-36.0rg; www.qualitymetric.com.

w

www.euroqol.org.

ecau GbiAa BBIABAEHA [TATOAOIMS A0 Hadara D3T.

ecAr 60ABHOMY GOABIIIE D AeT.

Whybra C., Kampmann C., Krummenauer F., Ries M. et al. The Mainz Severity Score Index: a new instrument for quantifying the Anderson-Fabry disease phenotype, and the response
of patients to enzyme replacement therapy // Clin. Genet. 2004. Apr, Ne 65(4). P. 299-307.




