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bonesnv ©abpu (BD) — X-cuennennoe 3abonesanue, 00ycioéienHoe Mymayusamu 8 2ene, KoOUpyouem Au30CoMAIbHyI0 euopoiasy
a-eanakmoszuoasy A, npu Komopom npoucxooum npoepeccupyroujee HaKkonieHue 6 AU30COMAax eA000MpUao3UIUepamudd U cé3aHHbIX
2AUKOCPUHe0AUNUO08. V NAYUEHMO8 MYICCKO20 NOAA C KAACCUYECKUM (heHOMUNoM 601e3HU 3a004e8aHue KAUHUMeCKU MaHugecmu -
pyem 6 0emcKoM uau noOOpOCMKOB8OM 803pACcHe U XapaKmepu3yemes: HeCKOAbKUMU CUMNIMOMAMU, 8 MOM YlUCAe HapyuleHUueM novey-
HOU YHKUUU, UepeGpPO8ACKYAAPHbIMU OCAONCHEHUSMU, CepOeuHOl HedOCMamoYHOCIMbI) U 8 KOHEYHOM cueme npexcieépemeHHol

CMepmoio.

Karoueevie caoea: 6oae3nv Dabpu, 601e3HU HAKONACHUSA, AU30MANbHBIE 00Ae3HU, X-CUenNeHHas AU30CoOMAaNbHAs 0041e3Hb, 21000MpPUao3u-
uepamuo, 2AUKOCHUHOAUNUObL, KAPOUOMUONAMUS, NOYEHHAS HeOOCMAMOYHOCMb, MUKPOAALOYMUHEMUS, (DepMeHmo3amMecmumenbHas
mepanus, aeanrcudasa o, Pennaean, acanrcudaza 5, @abpaszum, Heilponamuueckas 6016, MACHUMHO-PE3OHAHCHASL MOMO2PAGUsL ¢ OMCPO-
YCHHbIM KOHMPACMUPOBAHUEM, UHCYAbM, MPAH3UMOPHAS UWEMUYeCKas amaKa

Bonesnr ®adpu (bP) o0ycioBIeHa MyTaIIUSIMU B Te-
He, KOAWPYIOIIEM JM30COMAIbHYIO THApOIa3y aibga-
TaJIaKTO3Waa3y A, C MPOTPeCCUPYIONINM HaKOIICHHUEM
B JIN30COMAaX INIO0OTPHUAO3MIIIIEpPAMUAA 1 CBSI3aHHBIX TJIH-
KocUHTOIUIUIOB [1].

CymectBeHHOI 0cobeHHOCThI0O b® gaBnsgeTcs Hedpo-
marust. [IpotewmHypus TipeaBapsieT U CIIOCOOCTBYET IIPO-
IPECCUPYIONIEMY CHIDKCHHIO CKOPOCTH KIIyOOUKOBOI
dunprpamuu (CK®), kotopoe co BpeMeHEM IPUBOIUT
K TepMUHAJIBHON CTAAWM TOYECYHOM HETOCTATOYHOCTHU
y TTaniMeHTOoB Ha 3—5-11 mekane xku3Hu [2]. Hedbpomarms
mpu b® y xxeHIIMH, KaK IMpaBmIo, IIPOTeKaeT B MEHEE TsI-
xKenoit hopMme. ClreayeT OTMETUTD, UTO Y TETEPO3UTOTHBIX
MMAIIMeHTOK C TIPOTPECCHUPYIONINM IOpakeHNEM II0YeK
TepMUHAJIBbHON CTamMM TOYEYHOM HEZOCTATOYHOCTH,
TaKKe KaK M 'y TEMU3UTOTHBIX MYKUMH, HACTYIaeT B OfI-
HOM 1 TOM Xe, cpeaHeM, Bo3pacTe [3].

Ceromns ob0menpru3HaHHBIM JieueHueM b® sBisieTcst
depmenrozamectutenbHas Teparmst (O3T) pekoMOMHAHT-
HO anb(da-TaJakTo3Uaa30i, BKIII0YasI arajJcuaasy ajabda
(Pemtnaran, Replagal, Shire Pharmaceuticals) u araicuma-
3y 6eta (Padbpasnm, Fabrazyme, Genzyme Corporation)
[4, 5]. @3T cTabunusupyeT UIr 3aMeJISIeT ITPOTPECCUPO-
BaHue Hedpomnatuu y nauueHToB ¢ b [6—8], ocodbeHHO
B TeX CydJasx, KOTrJga ymaeTcs O0eCIeYUTh KOHTPOJIb
3a mporenHypureit Ha ypoBHe 0,5 r/cyt [9]. JleueHue 3a-
KJTI09aeTCsI BO BHYTPUBEHHOM BBEICHUH 1 MT /KT arajicu-
nma3el 6eTa 1 pa3 B 2 Hen i 0,2 MT/KT arajicnaassl aiabda
1 pa3 B 2 Hen. [TokazaHo, 4TO 32 UCKITIOYEHEM KOJTTIECT-
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Ba BBOAMMOTIO Oe/IKa pa3IiMdus MeXIy 2 mperapaTamMu
MUHUMAaNBHHI [10, 11]. OT™MeuaroTcs pa3mnuus B OTBETE
Ha D3T, ripu 3TOM S5-KpaTHast pa3HUIIA B TOCTABIISICMOM
03¢ MOXET BIMSTh Ha CTAOMIM3AIIAIO ITOYeIHOM (DYHK-
1N, TT0 KpaifHel Mepe y HEKOTOPBIX MauueHToB [12, 13].
HenpenpumeHHBIE CIIOKHOCTU Ha IIPOM3BOICTBE, TIPUBEI-
mue K aeduInTy Bo BceM Mupe Iipermapara dadpasum
(Genzyme) B nepuon ¢ uioHs 2009 mo suBaps 2012 1,
MPUBJICKJIN 0cO00¢ BHUMAaHME K BOIIPOCaM, CBSI3aHHBIM
¢ BeIbopoM adpdekTuBHOI 10361 P3T nipu bD.

E Weidemann u coaBT. onucany onbIT JeYeHUsI Malu-
eHTOB B [epMaHUM BO BpeMsI ITepeboeB rmocTtaBok Padpa-
31Ma, Pe3yJIbTaToOM KOTOPBIX CTaJ0 M3MCHEHME CXEMBI
Tepanuny y MHOTUX OOJIBHEIX [14]. bbbt codpaHbl U cuc-
TeMaTU3MPOBAHbI ITOJIHBIC TaHHBIC 3a TIEPHOI, TIPESIIIECT-
ByIoIieMy n3MeHeHHsIM 10361 P 3T, 3a TIepron KoppeKIIuu
Io3bl W 3a 1 rom mocje WM3MEHEHUS TO3MPOBAHMS.
F. Weidemann 1 coaBT. COOOIIIMIN, YTO pellleHNEe O CXeMe
IO3WPOBAHMS BO BpeMsI IiepedoeB B ITOCTaBKaX IPUHUMA-
JIX Ha OCHOBAaHMH KOHCEHCYCHBIX KIIMHUYECKNX KPUTEPH -
€B, a He I10 NPUHLUITY PAaHIOMU3UPOBAHHOIO MPOCIEK-
THUBHOTO WCCJIEOOBAHMSI, YTO SIBIWJIOCH CYIIECTBEHHBIM
CIePXKUBAIOIINM (PaKTOPOM TP CPaBHEHUU TPYIIII JieUe-
Hus. [TanmmeHTHI ¢ 00Jiee TSOKENIBIM IMOpakeHUEM OBLIN
B IpyIIIIe TIOJyYaBIIMX arajJicumasy 0era, a ¢ 00jiee JISTKOU
¢dopMoOiT — B TpPYIIIe MOJYYaBIIMX arajcumasy aibda.
W3 105 manmenToB TpeTh npomomnkuan @3T ctaHmapTHBI-
mu 1o3amu (1 Mr/Kr 1 pa3 B 2 Hem), B TO BpeMsT KaK OCTaJIb-
HbIC TALMEHTH HadyaJdd IIOJy4YaTh CHMKCHHBIC HO3BI
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arayiicumassl 6eta (0,3—0,5 mMr/Kr 1 pa3 B 2 He) Wi ObLIA
ImepeBeicHBl Ha JIEUCHWE arajicMma3oi aiabda B H03e
0,2 mr/xT 1 pa3 B 2 Hen.

CocTostHMEe TAIlMEHTOB B TPYMIE CTaHOAPTHBIX 103
OCTaBaJIOCh CTAOMJILHBIM, OMHAKO B TPYIIe IPUMEHCHUS
CHIDKEHHBIX 103 OTMEUaIN YCYTYOJIeHNE COCTOSTHYS T10 Ta-
KVIM TI0KAa3aTeJIsIM, KaK YCHJICHHE TIPUCTYITOB OOJTN M OIICH-
Ka TSDKeCTH 3a00JIeBaHMS; B TPYIIIE CO CMEHOM (hepMeHTa
TakXKe HaOIIomaan yCyryOJeHWe COCTOSTHUS — YCUJICHUE
IIPUCTYITOB OOJIA Y1 XpOHUIECKOIT O0JTI, CUMITTOMBI CO CTO-
POHBI XKeJTYTOYHO-KUIIIETHOTO TPaKTa 1 YXyIAIIeHIEe OLIeH-
KU TsDKecTH 3aboiyieBaHus. B rpymme CHUKEHHBIX 103
KaK Yy MyXXUMH, TaK 1 Yy XXeHIIuH pacdyetHass CK® cHu3n-
JIaCh IPUMEPHO Ha 3 M1/MuH/1,73 M2, Ip1 5TOM aHAJIOTY~
Hasl TeHICHIIMS OTMeYaIach B IPYIINE MAIlIeHTOB ¢ MEHee
TSDKEJIBIMU  TIOPAXKeHUSIMU, KOTOpPBIE OBUIM ITepeBEICHBI
Ha JedyeHue Apyrum ¢depmerrom (p = 0,09), B To BpeMst
KakK B IPYIIIe CTAaHAAPTHBIX 103 TaHHBIN ITOKA3aTeIb OCTAI-
cs1 6e3 m3aMeHeHMi. COOTHOIIIEHNE aTbOYMIH/KpeaTHHIH
TTOBBICUJIOCH TOJIBKO B TPYITIIe CMEHBI (hepMeHTa. [1pu ToMm,
YTO CYIIECTBEHHBIX M3MEHEHMIT CO CTOPOHBI IIEJICBBIX Op-
TaHoB 3a 1 rox HaOIIOISCHUS He 3apeTUCTPHPOBAHO, CKOpee
BCEro, JMaHHBIM TEPUOI BPEMEHHM CJIUIIKOM KOPOTKHIA
7151 OLIEHKM TTOI00HBIX aHAIM30B, TeM 00s1e€ UTO OOIbILIMH-
CTBO MAIIMEHTOB CTaOMIBHO TToTydanu P3T B ameKBaTHBIX
T03aX MUHUMYM B TedeHHe 1 roma mo repe6oeB B ITOCTaBKaxX
IperrapaTa.

B 2 nccnenoBaHUAX ¢ BOBJICYCHIEM HEOOJIBIIIOTO IHC-
sta mauyenToB — 10 [15] u 11 [16] yepe3 12 mec mociae
TepeBoIa Ha JIeUeHUe araJiciaa3oit ajabda B go3e 0,2 Mr/KT
1 pa3 B 2 Hex He OBUIO 3apeTHCTPUPOBAHO HapacTaHUS
CHMIITOMOB WJIM YBEIMYCHUS IOKAa3aTeIei, CBUICTEIbCT-
BYIOIINX O TTOpPaXXeHUsIX opraHoB. [Ipy 3ToM cpaBHEHUE
¢ nomyyapmmuMu O3T B momHON m03¢ HE MPOBOIWIIM.
WUccnenoBanue, BoimoaHeHHoe F. Weidemann m coaBT.
[14], moka3airo pa3Imams B UCXOHaxX B pe3yJIbTaTe CHIXKE-
Hus TepaneBTrdeckux 103 ®3T, HO aBTOPHI IpemocTepe-
raloT O PMCKE CHeJIaTh IIOTCHIINAIBHO HEBEPHBIC BEIBOIBI
Ha OCHOBAaHWU PE3yJBTaTOB CO CTaTUCTUYECKN HEIOCTa-
TOYHOM TOCTOBEPHOCTHIO.

JHo3za aranmcumassl 6eta (1 mMr/kr 1 pa3 B 2 Hen) ObLIa
omobpeHa Ha OCHOBAaHUM Pe3yJIbTaTOB, CBUIETEILCTBYIO-
mux o ToM, 4to 20 Hem JiedeHUs B3POCIBIX MAllMEHTOB
CYIIIECTBEHHO OYMCTUIIO SHIOTEINATbHBIC KJICTKH OT IJI0-
6orpraosunepamuaa (GL-3), HaKOIIEHHOTO IPenuMy-
IIECTBEHHO B OKOJIOKAHAJIBIICBBIX KAITJIISIPAX B TIOYKAX,
a TakKe B cepale v Koxe [4]. JlaHHBI 3 deKT cCoXpaHsI-
cs B TedeHre 11 Mec, TIpy TOM 9TO OTMEUAJIMCh U MEHBIIIHE
3 GEeKTH B OTHOIICHUN KJIETOK TJIaIKOM MYCKYJIaTyphI
COCYIOB U IHCTAIPHBIX KaHAIBIIEB W MOOOIIUTOB. Yepes
54 mec @3T B TakoIi J03€ TOBTOPHO BHITIOJIHEHHbIE aHA-
JIM3BI OMONITATOB TTOYEK ITOKA3aJIM, YTO MOIOLMTHI JINIITh
YyacTUYHO ouncTrinch oT GL-3 y 4 n ocranmck 6e3 n3Me-
HeHus y 2 manueHToB [8] (puc. 1). B EBpone arancuma-
3a anbda (Pemnaran) B mose 0,2 Mr/kr 1 pa3 B 2 Hen Obl1a
YTBEpKIE€HA Ha OCHOBAaHUU JAHHBIX 33 6 MeC, IIOJyYEHHbBIX

Fig. 1. Difference in the structure of capillary endothelial layer (arrow) in
human renal biopsy of healthy (a) persons and patients with Fabry disease
(b). Significant reduction in endothelial fenestration in patients with Fabry
disease, alteration of podocytes. C — capillaries; E — endothelial cells; RS —
podocytes [17]

B paMKax IJIalle00KOHTPOIMPYEMBIX UCITBITAHMI, a TAKKe
JAHHBIX 32 18 MeC OTKPBITOTrO UCCIEAOBAHMUS OAIAEPXKM-
Batouieit Tepanuu. [lepBUUHOM KOHEUHOM TOUKOM HCCe-
nmoBanust TKTO003 o611 appekt 3T B OTHOIIEHUU CHITh-
HOl W3Hypstomeir O6omu. B pestome ucciaemoBaHUS
co00IIIaeTCs 00 YIYJIIeHNY TOYeIHON (DYHKIINNT M YMEHb-
LIeHUU 00JIM, CHUXXKEHUU MAacChl CEpALa U COAepKaHUsI
GL-3 B wierkax mouek, cepaua u mnedyeHu (URL:
http://www.fda. gov/ohrms/dockets/ac/03/briefing/3917
b? 02_fda-backgrounder. pdf).

CremyeT OTMETUTD, YTO IIPOTPECCUPYIOIIee HAKOILIe-
aue GL-3 B 3HIOTeMAIBHBIX KJIETKAX KITYOOUYKOB C BO3-
pactom y neteit ¢ b He MponCcXoauT, IIpXU 3TOM HaKOILIe-
aHue GL-3 B momoumTax HE TOJBKO IPOTPEecCUpyeT
10 Mepe B3POCJICHUS ITallieHTa, HO TaAKXKe KOppeIrpyeT
C IMMPUHON TEOUKyJ MOTOLMTOB, a IMMPUHA IIeIUKYJT
n omtoxeHuss GL-3 B mogonuTax KoppeaupyroT ¢ IIpOTe-
nHypuei (puc. 2) [17].

AHaJTOTMYHBIC U3MEHEHHUS OTMEUAIOTCS Y TTALIMEHTOB,
YJacTBOBABIIINX B MCCIIEIOBAHNU BO B3pOCIOM BO3pacTe,
TP TOM 49TO cpenHee comepxkanne GL-3 B sHmOTeIMATb-

Fig. 2. Reduction in GL-3 deposits in podocytes: a — biopsy before treatment.
Multiple close-packed clusters of GL-3 filling cytoplasm of podocytes; b —
decrease in GL-3 content on the background of enzyme replacement therapy.
Magnification x 100 (Figure taken from Thurberg B.L. et al., 2002).
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HBIX KJIeTKaX KJIyOOUKOB OCTaeTCsI ITOCTOSIHHBIM
(B. Najafian u M. Mauer, HeonmyOJINKOBaHHBIC pe3yiIbTa-
Th1). B HemaBHO OMyOJIMKOBAaHHBIX TaHHBIX COOOIIACTCS
0 CIIAXXMBAaHUM TTeANKYJ 1 omioxeHnn GL-3 B momornrax
y MoJioforo groHia ¢ b® ¢ Tsokenoit HeliponaTudecKoi
0OJIBIO TIPU HOPMAJILHOM TTOYEYHON (PYHKIINN, HO OYCHD
HU3KAM YPOBHEM MpoTenHypum [18].

[IporenHypHUs y B3POCIBIX JIUII paHee IMPU3HABAIACh
B Ka4eCTBe BaXXHOTO (paKTopa pHcKa IPOrpeCcCUPOBAHMS
Hedpomnatuu npu Bd, ocobeHHO TTpU YpOBHE TTPOTEUHY-
pum 1 r/cyt [19, 20]. ®3T, mo Bceit BUIUMOCTH, HE OKa-
3BIBACT OJIATOIIPHSTHOTO BIMSHUS HA BEIPAXKEHHYIO ITPO-
TEUHYPUIO Y B3pocibiX [7, 21], 0COOEHHO Yy MYX4YMH,
ongHako Ha poHe P3T MOKET OTMEUAThCST CTAOMIN3ALINS
IMOYeYHOU (PYHKIINHU, €CJTK He yIaeTCsT 00eCIIeYuTh KOHT-
POJIB 3a IMPOTEUHYPUEH C TTOMOIIBIO OJIOKAaTOPOB peHUH-
AHTMOTEH3WHOBOM CUCTEMHI [9].

ITo naHHBIM HEeTABHO BBIIIOJHEHHBIX MCCIICIOBAHMIA,
y TaMeHTOB 0oJiee MOJIOIOTO BO3pacTa M IMAllMeHTOB
KEHCKOTO T10J1a 66u1r onrcaHbl addextel D3T, 3axiTio-
YapIecss B CHIKEHUM NPOTEMHYpUU (B YaCTHOCTH,
B CHIKCHHWH BBIICICHUS aIbOyMUHA V TTAIIEHTOB C OT-
HOCUTEJIBbHO C1a00 BBHIpaXXEHHBIM BOBJICUYCHUEM B IIATO-
JIOTUYECKHI TIpOIlecC TMOYeK WM TOpaXkKeHHEeM IT0YeK
C paHHHUM HadvajoM, ITOJy4YaBIINX 00Jiee BBICOKHE MO3BI
®3T (1 mr/kr 1 pa3 B 2 Hen). UccnenoBanue C. Tondel
M COaBT. UMEET 0c000¢e 3HAYCHHUE, ITOCKOJIBKY B €T0 paM-
Kax Ha CHCTEMaTHMIEeCKON OCHOBE BBITIOJHSICS aHAJIN3
ouonraroB mouek — m0 3T u gepes 5 jet mocne [22].
IMposenenne P3T moka3ano yMeHBIIIEHNE WU JaXe W3-
baBneHre oT oTioxXeHuit GL-3 B momommTax, CBSI3aHHOE
C COBOKYITHOI1 103011 nmpoBoaumoii M3T, a Takke yMeHb-
IIeHWE BBIICICHUS ¢ MOYOIl aTbOyMUHA TIPU CHUKCHUU
otnoxenuit GL-3 B mogounTax. [Tpn 60siee HU3KMX 103aX
D3T nm kommuectBo GL-3 B momonuTax, HA aJTbOYMUHY-
pHUsl HE YMEHBIIMINCH. AHAJIOTUIHBIM 00pa30M XEeHIIH -
HBI ¢ BD, y KOTOPBIX OOHAPYXMBAJIOCh CHIKCHHE TIPOTE-
WHYPUHU TIIOMEPYJIIPHOTO U TYOYJISIPHOTO TUIIA, B TCUCHUE
MUHUMYM | Toma Iojlydajaud arajcumasy Oera B I03€
1 mr/kr 1 pa3 B 2 Hen [23]. JlaHHBIC McciieqOBaHUS IO -
YepPKUBAIOT BAXHOCTh paHHero Havana 3T (no mosiBie-
HUsI CEpbe3HOIO0 HEOOPATMMOIO MOPAXEHUSI OPraHOB)
¥ TI0KA3bIBAIOT 3HAYMMOCTh CHCTEMATHYECKOTO TUCTOJIO-
TUYECKOTO aHajIM3a Ui OIEHKM aZcKBAaTHOCTH OTBETa
Ha ®3T, a Takke posb IMMOIOIMTOB B IIPOTEMHYPUH, BbI-
cTynalomieil B Ka4eCTBe CBHIETEIbCTBA IIPOTPECCUPOBa-
Hus Hedpomatnu ripu b®P. Ml HameeMmcs, 9TO B JaJTb-

1. Desnick R.J., Ioannou Y.A., Eng C.M.
Alpha-galactosidase A deficiency: Fabry
disease. In: The Metabolic Bases of
Inherited Disease. Ed. by Scriver C.,
Beaudet A., Sly W., Valle D., 8" ed.,

Pp. 3733-74.

New York: McGraw-Hill, 2001.

2. Branton M.H., Schiffmann R. Sabnis S.G.
et al. Natural history of Fabry renal disease:
Influence of alpha-galactosidase A activity

HeieM OyayT BalWMAWPOBAHBI JTOIIOJHUTEIbHBIC
OMoMapKephl, KOTOPBIC CTAHYT MCIIOJIb30BAThCS IIPH IIPH-
HATUM TePaleBTUYECKUX PEIIeHUN (HalpuMmep, Koraa
HauYMHATH JICUCHNUE, B KaKOI 103¢€); OMHAKO B HACTOSIIINIA
MOMEHT CEephEe3HOTO PacCMOTPEHUS TpeOyeT HeoOXOmm-
MOCTh BBIIIOJTHEHUSI THCTOJIOTUIECKOTO HCCIICIOBAHMS
IJIST KasKIOTO TalleHTa.

Kakue ypoku MbI M3BJIeKIM 3a 2,5 rojga nepedoes B IO-
cTaBKax arajcumasbl Oerta? KimmHWYecKwe WCIBITaHMS
CJIOXHO TIPOBOIUTH B CITydae peaKMX 3a00IeBaHMI, TAaKMX
Kak b®P, 0coOeHHO NpH HAIMYNH YKE YTBEPXKICHHBIX Ba-
PHAHTOB JICYCHMSI, CJICACTBUEM YETO SBIIIETCSI MAJIOe YMCIIO
MaLUEHTOB, He MOJIyYaBIIUX 4O 3TOT0 COOTBETCTBYIOLLETO
smeyeHns. TakmM o0O6pa3oM, BHITIOTHsIEMBIC JaXe He B CO-
BEPIIICHHBIX YCJIOBUSX MCCIICAOBAHNS, aHAIIOTMIHEIE TIPEI-
craBieHHoMy F. Weidemann u coaBt. [14], KoTopbie Boc-
TOJTb30BAIACH «3JIOTTOIYIHBIMI» TIEPEeOOSIMH B ITOCTaBKaX
00CcyXXmaeMoro mperapara, BaXXHBI. B yciaoBusx, Korma
MMaIlMeHTHl CaMM BBICTYIIAJIM B KadyeCTBE KOHTPOJILHOM
IPYIIIBI, OTMEYAICh 3HAYUMBIC TTOCIICACTBHUS CHIKCHMST
103, MaXke B TeX CIIydasx, KOraa J03bI He ObUIM CHIDKEHBI
HITKe YPOBHS, yTBepXIeHHOro B EBporie mst arajicumassl
anbda. 3a OTHOCUTEIIFHO KOPOTKUIA IIEPHO ITOCIICAYIOIIIe-
ro HabmoneHus, ommcaHHbli F Weidemann u coaBT.,
B YACTHOCTH, OBUIM 3aperUCTPUPOBAHbI N3MEHEHUS B CO-
00IIIaeMBIX TTAIIMEHTAMK MCXOIaX W ITOYeYHOM (DYHKIIUM,
HO 0e3 pa3sBUTHUSI CEphE3HBIX M3MEHEHMII CO CTOPOHBI
«TapreTHbIX» opraHoB. CoobIaeMble TTallMeHTaMU MCXOIBI
TpeOyIOT OoJIee CCTeMAaTHYeCKOI OIIEHKHU, TaK KaK SIBJISI-
I0TCSI BaXXHBIMU MoKa3aTesiMmu otBeta Ha P3T u apyrue
oynyure BapuaHThl ledeHuss b®. B koHeuHOM cueTe Mo-
I'YT HaiTUCh TIpuMepHI cirydaeB b®, B KOTOpEIX 0moOpeH-
HBIE CeTOMHS MaKcMastbHBIe 10361 D3T MOryT OKa3aThCs
CyOONTUMAIEHBIMY BBUIY MHINBUAYAIBHBIX ITATODU3NO-
JIOTMYECKUX OCOOCHHOCTEH M/WIM OTHOCHUTEJIBHO Oojee
Mo3nHel ctanuy 00j1e3HU. TaKUM MalmeHTaM MOXKET T10-
TpeOOBaThCS CYry00 MHAVBUAYAIBHBIN TTOIXOI C KOPPEK-
el 103 TIpY HeaaeKBaTHOM KIIMHUYECKOM U TKAaHEBOM
oTtBeTax. Kpome Toro, cyiiecTByeT HEOOXOTUMOCTD B M3-
VUIeHWM HOBBIX IOITOJHUTEIBHBIX CIIOCOOOB JICUCHMS
MMAIlIEHTOB C OCTAaTOYHBIMH PHCKaMM, HECMOTPS Ha Te-
KyIIIWe CTAaHIapTHI JICICHMUSI.

B pechepame ucnonvzosanst mamepuanst uz: Thurberg B.L.,
Renne H., Colvin R.B. et al. Globotriaosylceramide
accumulation in the Fabry kidney is cleared from multiple types
after enzyme replacement therapy. Kidney International
2002;(62):1933—46.

and genetic mutations on clinical course.
Medicine (Baltimore) 2002;81:

122-38.

3. Ortiz A., Oliveira J.P., Waldek S. et al. Fabry
Registry: Nephropathy in males and females
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International Collaborative Fabry Disease Study
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