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Aesmopol 060cH08bI6aI0M HEOOX00UMOCHIL MYTLIMUOUCUUNTIUHAPHO20
n00x00a K 0uazHOCMuKe U sieveHU0 Pe0Koeo HACIe0CBEeHH020 3A001e6AHUS —
6onesnu Pabpu y demeii u noopocmros. Onucanvl 2eHemuyeckiue acnekmol
3a60n1e8aHUs, €20 KIUHUUECKUE NPOSBIIEHUS, MEMOObl OUACHOCTIUK.

Man 0630p numepamypot, nocesuyeHHoti memooam mepanuu 6one3nu Pabpu
8 neduampuueckoti npaxmuxe. OueHena sgppexmusHocmy npenapamos
aeancudasvl anva (Pennazan) u azancudasor 6ema (Pabpasum) e neveHun
6onesnu Pabpu y oemeil.

Kniouesvie cnoea: 6onesnv Qabpu, cenemuueckue mymauuu,
anvga-eanaxkmosuoasa A, azancudasa anva (Pennazan), azancudasa bema

(Dabpasum)
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oneszup ®abpu - penkoe 3a60-
BHeBaHI/Ie, KOTOPO€ BCTpeYaeTcst

cuacroTon 1 cyvait Ha 40 000
120 000 >xuBOpO>KAeHHBIX [1]. VIHTe-
pec IeTCKUX HeBPOJIOTOB K OOJIesHM
Dabpy 06'bACHACTCS PA3BUBAIOLIVIM-
Cs IIPU HeN NMOpak€HNEM HEPBHOI
cucteMbl. KpoMme Toro, B mocnennue
TOIbI B HENPOIIEAUATPUN YeNseTcs
ocoboe BHuMaHue penkuM (op¢an-
HBIM) 3ab0meBanuaM [2, 3].

OnpepeneHue U TepMUHONOTUA

Bonesup ®abpm (aurn. Fabry’s
disease, nnu Fabry disease) — penkoe
HaC/IEICTBEHHOE IM30COMHOE 3a00-
JIeBaHIIe, COIIPOBOX/AOIIeecs Iopa-
JKEHVEeM MHOTUX OPTaHOB U CUCTEM

(HepBHOII, cep/iedHO-COCYAUCTOI,

MOY€EBBIZIeNTNTEIBHOI U [iP.).

9T0 TSHKENOE, IPOrpeccupyrolee 3a-

6oneBaHMe U3 YMCIA «BPOXK/IEHHBIX

oumb6ok MeTabonm3Ma», B BO3HUK-

HOBEHNJ KOTOPOTO Ba>KHYIO POJIb

UTPAIOT KIeTOYHas AUCHYHKINA

M MUKPOCOCYAUCTble HapYLIEHNS,

BBI3bIBaeMbIe OT/IOXKEHVIEM I HAKOII-

JIEH/EM B OPTaHM3Me JM30COMHBIX

IIMKOCHUHT OJIUIIUIOB.

B nureparype BCTpedaloTcs U Lpy-

rue Ha3BaHus 6one3nn Pabpu:

= Gonmesup Awnpepcona - @abpu
(anrn. Anderson-Fabry disease);

= mud¢ysHas aHrmokeparoma Ty-
nosuia (angiokeratoma corporis

diffusum);

= HEJOCTaTOYHOCTh a/nbda-Tajak-
to3upasel A (aHrn. alpha-galac-
tosidase A deficiency);

= 6onmesup CBwim - Kimonckn
(aurn. Sweeley-Klionsky disease);

= KepaMMA-TpUreKco3upos  (cera-
mide trihexosidosis);

= cuHppom Pyutepa - Ilomnena -
Baiiepca (anr1. Ruiter-Pompen-
Wyers syndrome).

Kpome Toro, ofuH 13 OTKpbIBaTerneit

6onesun J. Fabry (1898) [4] n3na-

YaJIbHO Ha3bIBa/l ee KO>KHBbIe IIPO-

ABJICHUA «IIAIly/Ie3HOI reMopparu-

veckoil mypnypoit Hebrae» (purpura

papulosa hemorrhagica Hebrae).

MaroreHes 6one3nu Gabpu

HepocTaTOYHOCTD J1M30COMaJIbHO-
ro gepmenTa anbda-ragakTo3na-
3l A (anbda-GAL A), kogupyeMoro
reHoM GLA, BbI3bIBaeT aKKyMyJs-
LMI0 HETPanbHBIX CHUHTOMNUIN-
OB C TepMMHABHBIMI OCTATKaMMU
anp@da-raJakTo3uIa B IM30COMaX
Pas3MMYHBIX TKaHeil 4YeI0BeYecKo-
ro opraHusma 1 GU3NONIOrNIeCcKux
KuAKocTsaX. OCHOBHBIM aKKyMYy-
TUPYeMbIM COUHTOMUNNULOM SB-
nAeTCA II1000TPpUAO3UIKepaMUL
(Gb3, nnn GL-3); mpyroe ero Ha-
3BaHME — TPUTEKCO3NUJL KepaMupa.
I'mo6oTpnaosunkepamMuy HaKaIn-
BaeTCs1 B KPOBEHOCHBIX COCYAaX (9H-
IOTeNaNbHBIX, IePUBACKYISIPHBIX
U IIa/JKOMBIIIIEYHBIX K/IETKaX), TaH-
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IJIVOLMTaX BereTaTMBHOI HEPBHOII
CUCTEMBI, SIMTETNATBHBIX KI€TKAX
[IOYEeYHBIX KITYOOUKOB 1 KaHAJIbIIEB,
KapiOMMOLUTaX, @ TAaKXe B Jpy-
I'MX JIOKycax (pOroBmIa, I’MCTUOLN-
TapHble U PETUKY/IsAPHbIE KIETKU
COe[IMHUTE/IbHON TKaHN), YTO IPU-
BOAUT K HAapyLIeHUsAM QYHKIUI
COOTBETCTBYIOLINX OPTaHOB U CUC-
tem (1, 3].

M. Chévrier u coasT. [5] mopuep-
KUBAIOT, 4TO npu 6onesHu Pabpu
OTMevaeTcsl HapyllleHue co3peBa-
Hus ayrodarocoM (0OHapy>KeHa 13-
6piTouHas skcupeccus MPHK LC3
B Kynbrype ¢ubpo6mactos), 4TO
MOXKET MMETh IATOTeHEeTUIeCKOe
3HaYeHIe.

B mononuenne k aromy D.E. Moore
u coaBT. [6], a Taxoke PN. De Fran-
CESCO U COAaBT. [7] BBIABUIM B MO-
HOHYKJI€APHBIX KJeTKaX Iepu-
depuveckoil KpoBUM IAILMEeHTOB
¢ 6one3upo Pabpu MOBBILIEHHBI
aIIoIITO3, 00YC/IOB/ICHHBII BAMAHIEM
r1060Tpra03MIKepaMI/Ia.

TeHeTMYecKue acneKTbl 6onesHu
Oabpu

B 6ase mamusix OMIM (Online
Mendelian Inheritance in Man -
VHTepaKTUBHBIN KaTajor TeHe-
TUYECKMX MapKepoB y YeJOBeKa)
6onesun Pabpu COOTBETCTByeT
Homep 301500 [8]. Tum HacremoBa-
Hua mytauuit JHK - X-cuennen-
HBIT, B CBA3K C 4eM 3abojeBaHIe
BCTpedYaeTcAd B OCHOBHOM y reMU-
1 TOMO3UTOTHBIX IIpefiICTaBUTENIel
MY>KCKOTO I107Ia, OfTHAKO HepefiKo
AVIATHOCTYPYETCA U Y TeTepOo3u-
TOTHBIX JKEHIIVH. Y MOC/IeIHUX,
B OT/IMYME OT HOCUTEEl XPOMOCOM
XY, BblpakeHHasA CMMIITOMAaTMKa,
KaK IIPaBWIO, OTCYTCTBYeT, XOTA
B psAje ClIydaeB OHA He yCTyIIaeT
TaKOBOJM y MY>X4MH. B 5T0l1 cBA3H
D.P. Germain [1] mopguepkuBaeT
HEKOPPEKTHOCTb MCIIONb30BAHUA
TepMuHa «X-CIeN/IeHHBIl perec-
CUBHBIN TUII HAaC/eIOBAaHNA» MPU-
MEHUTETBHO K 60mesuu Pabpn.

T'en anp¢a-ramakTosupassl A (anb-
da-GLA) nokanusoBaH B JINH-
HOM I/Iede XpoMOCOMBI X (Y4acTOK
Xq22). T'er GLA cocTout us 7 sk3o-
HOB, KOTOpBIe pacIpeseneHsl bomnee
yeM 10 12 mapaM HYK/I€OTH[OB.
B HacTosAmee BpeMsA U3BECTEH PAJ
MmyTaunit anbda-GLA, BKIodasd fie-

Meanatpus. N2 3

NeL UM, MHCEPIMM, HOHCEHC-MYTa-
LMY, CIUIAJICUHT-MYTaluy, TPaHC-
LM3UU U T.]I.

Hedexrsr GLA 4pesBbIuaiiHO rere-
POreHHBI, onyucaHo okono 600 my-
tanuii. B mopasngmomeM 60ib-
IIMHCTBE CIyYaeB yKa3aHHBIE
MyTaluy MpeBpallaloT anbda-ra-
JIaKTO31Ja3y A B (YHKIMOHA/IbLHO
HemojHoLeHHY0. K 4uncny Hemas-
HO OIJMCAHHBIX MYTALVi, acCCOLM-
UpoBaHHBIX ¢ 6onesupio Pabpu,
D.P. Germain [1] npuuncnsier cre-
pymome: p.Met42Arg (c.125T > G),
p.Gly43Ser (c.127G > A), p.Gly132Glu
(c.395G > A), p.Lysl68Asn (c.504A
> C), p.GIn212Stop (c.634C > T),
p.Phe295Cys (c.884T > @),
p-Leu300Pro (c.899T > C), a Takxe
p.Gly328Glu (c.983G > A).

E.I. Brokalaki u coaBT. [9] coob1mmmm
006 0OHApy>XeHNN TOYEIHON MyTa-
unu de novo B onokeHuu 691 sk30-
Ha 5, aCCOLMIPOBAHHOII C 60/Ie3HDIO
@abpu, a K. Suzuki u coasrt. [10]
OIIVICA/IV HOBYIO MYTALMIO TeHa ajlb-
¢da-GLA - Leu311Arg (L311R).

A. Tuttolomondo u coasr. [11] 06-
Hapy>XWUIN y SKEHIUHBL C Peryu-
AVBUPYIOLIMMU KPUITOTEHHBIMI
MHCY/IbTaMy HOBYIO MyTal[MIO TeHa
anbda-rajTakTosugass A, acCOLM-
poBaHHYI0 ¢ 6omesubio Pabpu (cex-
BeH]/[pyIOH_U/H‘/‘[ aHa/IN3 I103BOJINJI BbI-
SIBUTD T€TEPO3UTOTHYI0 TOYEUHYIO
MyTaiuio B Hykneoruze c.550T > A
B 9k30He 4 — p.Tyr184Asn).

KnuHnyeckue npoasnenna
6onesnu Gabpu

[lepBble mposiBneHuss 601e3HM
Dabpy 06BITHO OTMEYAIOTCS B JET-
CKOM BO3pacTe, XOTA MHOT/la OHM
pebwoTupyor u nocne 20 ner. Ms-
HavanbHO Gone3np Pabpy y mamu-
€HTOB MY’>KCKOTO II0JIa PacCMaTpu-
Bajlach B KadyeCTBe KIaCCUYECKOTO
BapMaHTa MY/IbTUCUCTEMHOTO 3a-
60/1eBaHM S, HO BIIOCTIEACTBIUM ObIIN
BBbIJIe/IEHBl TaKJe aTUIMYHbIE Ba-
PMAHTBI, KaK KapAOIOTUYeCKIII,
peHaIbHBI (TOYEeUHBI) 1 IpOMe-
JKYTOYHBII (B 3aBUCYMOCTH OT IIpe-
MMYILIECTBEHHOTO MOPa>keHN s TO
unu uHOM cucremsl) [1]. Bmonue
€CTEeCTBEHHO, YTO /s AeTCKUX HEB-
pOJIOTOB OCHOBHOII MHTepec Ipu
6omesun Pabpum HpefCTABISIIOT
CHUMIITOMBI IOpakKeHNA HePBHOII
cucremsl [12]. Kpome Ttoro, B feT-

Jlekuim ana spa

CKOM Bo3pacre 00/e3Hb XapakTe-
pusyercsa pAKOM OCOOEHHOCTeI],
YTO IO3BOJISAET [IOCTABUTH UMEHHO
HEBPOJIOTMYECKIE ee MPOsIBICHUS
Ha nepBoe Mecto [13]. O sHaunMmoC-
TU TIOPaXKeHN s LIEHTPaIbHOI HepB-
HOI cuctemsl ipu 6onesun Pabpn
y manueHToB 11060ro Bo3pacTa co-
o6maroT L. Jardim u coaBr. [14].
OO6BIYHO HEBPONOrMYECKUEe MPO-
SABIIEHNUA 6OH63HI/I y MaJlIb4MKOB
oTMedaloTcsA B 6ojiee paHHEM BO3-
pacte. IlpenmyijecTBeHHO IOpa-
JKAIOTCST MeJIKJie HepBHbIe BOTIOKHA
nepudepnyecKkoil coMaTUIeCcKoi
U BETeTaTVBHOI HEPBHOI CUCTEMBI.
bonp ormeuaerca y 60-80% pereit
¢ xmaccudeckoit popmoit 6one3nn
Dabpu u ABIAETCA OJHNM U3 ee Hep-
BBIX CUMIITOMOB |1, 2]. OnmchiBaroT-
Cs1 1Ba OCHOBHBIX BUja 60/1M: aIu-
3oM4yecKme Kpusbl (krydas 607b,
UCXOJSIIAsl OT KOHEYHOCTel! K APY-
IMM YacTAM Tela) M XpOHMYecKas
(>kryume, MydnTe/NbHBIE IapecTe-
3un). bonesble kpussr Pabpu MoryT
BO3HMKATbh BCJIEACTBYE TUIEPTEp-
Mun (MMxopazkim), pusnuecKoil Ha-
IPY3KHU, YCTAIOCTH, CTPECCca, a TAKXKe
OBICTPBIX M3MEHEHNIT TeMIlepaTypbl
Bo3pyxa [1].

BoneBoit cuHppom mpu 6onesHn
Dabpu 6bIBaeT Kak reHepanan3OBaH-
HBbIM, TaK M JIOKAaJIbHBIM, BK/IIOYad
60111 B PasIMYHBIX OT/EIAX XKey-
mouHo-Kumeynoro tpakra (OKKT)
U/UNM aKpoIapecTe3nio B KOHEU-
HoOCTAX. IloCenHsIst, MPeRnomoXm-
TeJIbHO, SBJIAETCA CIEACTBYUEM IO-
PpaKeHUs BOTIOKOH TepudepudecKux
HepBOB. AKpoIapecTe3ns CUUTaeT-
cs Haubonee nmocToaHHBIM (1o 90%
ciy4yaeB) M paHHUM (pasBMBaeTcsA
B repBble 10 jeT) npusHakoMm 6oses-
uyu ®abpu y manpunkos. bomu B ot-
menax JKKT accouumposansl ¢ 0T/10-
JKEHNEM JININJIOB B MEKMX COCy/IaxX
u ux obcTpykumeit [1-3].
IIOBOMBHO YaCTbIM CUMIITOMOM
60/Me3HN SABIAITCA AHTUAPO3
u TUnorufpo3 (HMsKoe MOTOOT-
fielieHNe, BIUIOTh /IO HOJTHOTO €ro
OTCYTCTBMS); peXke BCTpedaeTcs
rUnepruapos (1365 TOYHOE TOTOOT-
meneHue). ['mnornapos o6ycmioBm-
BaeTCs MOBpeXJeHUAMN mepude-
pUYeCKUX HEPBOB 1 HAapyIIEHUAMMU
ux QYHKIWI BCIeCTBME UIIEMUN,
OT/IOKEHMEM NUINJO0B B MEIKUX
KPOBEHOCHBIX COCYJaX, OKpy»Kalo-
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X >KeJle3bl BHEIIHEN CeKpelun,
a TaKXXe B CaMMX 3K30KPUHHBIX
Kenesax. AHTUAPO3 U TUIIOTHIPO3
TUIIMYHBI /151 ieTell M HOJPOCTKOB;
y HUX OOHApY>KMBaeTCsl BbIPasKeH-
Hasl JereHepalusi CeKpPeTOPHBIX
U MUOSMUTENNATHHBIX KIETOK I0-
TOBBIX >Xefme3 (IO JJaHHBIM 3/IEKT-
POHHOJI MMKpOCKONNM). Y 4acTu
MalMeHTOB MMEKT MeCTO CUMII-
TOMBbI, HAIIOMMHAKIINE C]/[HIIPOM
Peitno, coueraronimecs c Helipomna-
tuen [1-3, 13].

Hapymenns cnyxa — gacTsiit ¢peHo-
MeH npu 6onesun Pabpu. O6p19HO
OTMEYAIOTCs LIYM (3BOH) B yIIax
(omHO- MM ABYCTOPOHHMIT) U Heil-
poceHCOpHast moTepsi cayxa. Bol-
COKOYACTOTHAasl HepOoCeHCOopHas
TYTOYXOCTb BCTPEYAeTCs] IPUMEPHO
y 50% nanmenTos. Ilpegnonaraer-
Cs1, YTO BBIP@KEHHOCTb TYTOYXOCTH
TECHO CBsI3aHA C HapyUIEHMSIMMU
¢byuxuuy movex [1-3, 13].
HeBponorniecknmu mposiBeHUSIMA
6onesuu ®abpu, moMruMoO Heliporma-
TUI CO X KEHMEM B KOHEYHOCTIX,
CIIy>KaT YCTa/loCTh, TOTOBOKPYXKe-
HIe, a TaKXKe [[epebpOoBaCKy/IspHbIe
HapylIeHNus, COMPOBOXAAMIINECs
IIOBBIIIEHHBIM PUCKOM MHCY/IbTA.

B sT0it CBA3M 3acMyXKMBaeT BHUMA-
HusA mybnukanya A. Rolfs n coasr.
[15], mpencTaBUBIINX HaHHBIE UC-
cnenosanust SIFAP (Stroke in Young
Fabry Patients — VHcynbpT y MoIO-
JIBIX [TALIMEeHTOB ¢ 60/me3ubpio Oabpn).
B xopme o6cnemoBanus 5023 manu-
€HTOB C MIIEMUYECKUM U IeMOop-
parm4ecKuM MHCY/IBTOM, a TaKXKe
TpaH3I/ITOprIM]/[ NIIeMIn4YeCKuMun
aTakaMM, IIPOBOAMBIIETOCA B 15 €B-
POIENCKUX CTpaHax [0 CTAHAAPT-
HOMY IIPOTOKOJTY, AMArHo3 «60/e3Hb
@abpu» OB JOCTOBEPHO YCTAHOB-
nen 'y 27 (0,5%) 60/IbHBIX, 3aII0H03-
peH ee B 18 (0,4%) cmydasx.

Y manuentos ¢ 6omesupio Pabpu
YacTO OTMEYalTCsA [elpeccus
(mo 46% cnydaeB), a Takxke Tpe-
BOXKHOCTb, YTO CE€PbE3HO CHIDKAeT
kadecTBo >xu3un [1]. C Bozpactom
y 60/IbHBIX HEPEKO MOSIBIIIOTCS fie-
MeHIMsI, CKIIOHHOCTb K caMOyO6uii-
CTBY U CYMIMAANbHOE IOBEIEHNE.

S. Pitz u coasr. [16] onucann ciy-
4yay ONTUYECKOTO HeBputa (Henpo-
narun) npu 6onesuu Pabpu. Cy6-
KIMHWYECKNI ONTUYIECKUIT HEBPUT
(HapyIeHns B MOJISIX 3PEHMS C LieH-

TPaTbHBIMI CKOTOMamu) O6bI1 06Ha-
pyxeH y 10 u3 31 60/IbHOTO C IOJI-
TBEP)KIIEHHBIM JIIATHO30M.
Hamnbonee TMINYHBIMU A€PMAaTONO-
TUYECKVIMI TIPOSIBIIEHMsAMU 6oe3-
Hu Qabpu CIy’KaT aHIMOKepaTOMBbI,
KOTOpble MOTYT OOHApy>XMBAaTbCs
y TIALMEHTOB yXKe B pAHHEM J€TCKOM
BO3pacTe. AHTMOKEPaTOMBI IIPefi-
cTaBsAT coboit Menkue, 6e3607mes-
HEHHbIC HaHyHbI, JIOKAa/ZIN30BaHHbIC
Ha JII000M y4acTKe Tesla, HO Ipeo6-
nafaroiue B obnactu Oenep, MyIka,
STOANIL], HIDKHEN YacTU SKMBOTA
u npomexHoctn. Hepenko BcTpe-
qaroTcsa nmuMdeneMa HIDKHUX KO-
HEYHOCTell, U3MEHEHNUsI IIJIOTHOC-
TI BOJIOC Ha Tejle, a TakxKe Ipybble
n pgucMopduueckye 4epThl JIMLA
(mepuopburanbHas NpUIYXIOCTb,
KyCTUCTble 6POBM, KPYIIHBII HOC,
HU3KMIT 7100, BBIFAIOIINECS MOYKN
ylueii, BBICTyHaIINe HaOpOBHBIE
LyIM, YeTKUI IOl HOCA, MIMPOKOe
KPBUIOBUIHOE OCHOBaHIE); MTOCIEN-
HMe y TTAllMeHToB ¢ 6oesHbio Pabpn
HOSIBJISIIOTCA 1O Mepe TedeHus 60-
JIe3HM, A MIX BBIPAXKEHHOCTD YCTYIIa-
€T TaKOBOII IPY APYIUX IU30COM-
HbIX 6omesHsax [1-3].

[ToMyTHEeHMEe POroBUIIbI (TaK HAa3bI-
BaeMasl BOPTEKCHasl KepaToIaTus,
wnn cornea verticillata) Bcrpedaer-
cAa y ACMIITOMATMYHBIX IIALIVI€H-
TOB ¢ 60me3Hpr0 Pabpu u 06BIYHO
He IIPVBOAUT K HapYLUIEHNUAM 3pe-
Hust. K ipyruM HapyIeHusIM co CTo-
POHBI OpraHa 3peHUsi OTHOCATCS
KOHBIOHKTUBA/IbHbIE AHEBPU3MBI,
KaTapakTa, OTE€K 3PUTENbHON CeT-
YaTKU M/UAM JVUCKA 3PUTEIbHOIO
HepBa, aTpoQus 3pUTEIBHOTO HEPBa,
a TaK)kKe pacuIpeHe peTHHANTbHbIX
coCcyoB. YV GOIBHBIX MOXKET YCUIIN-
BaTbCsl M3BUTOCTH COCYLOB KOHB-
IOHKTUBBI (0COOEHHO 1O 3agHEMY
nomwocy) [1-3, 13].

CUMIOTOMBI TIOPaXKEHNsSI CEPIETHO-
COCYAMCTOI CHCTeMBI IpU 60JIe3HN
@®abpu KOBOIBHO MHOr00OpasHBI
U BapuabenbHbl: APUTMUM, VILIEMI-
vyeckas 60/Ie3Hb ceppla, apTepuab-
Has TUIEPTOHUs, pOpMUPOBAHIE
ruepTpoduIecKoil KapAuoMuona-
TUY, CEPIEIHON HEJOCTATOYHOCTH.
Kapanonornyecknue mHpoABIeHUA
607Ie3HNM CITyXKAT MPSMBIM OTpaske-
HIIEM aKKYMY/IALUY TIMKOIUIINOB
B Pas/MINMYHBIX KJIE€TOYHBIX CTPYKTY-
pax cepnua [17-20]. Oco6eHHOCTDIO

6onesuyu Pabpu sBiseTCS HEOOBIU-
HbIIT PEHOTUI XO/IeCTepyHA C IOBbI-
meHneM QpaKLuU TUIOIPOTENHOB
BBICOKOJI ITOTHOCTY, HOPMaIbHBIMI
YPOBHAMM TPUIINLEPUIOB U JIUIIO-
[POTENHOB HU3KOJI ITIOTHOCTH; TIPU
9TOM OTMeYaeTCsl HMOBBILIEHNE 06-
I[er0 YPOBHS XO/IECTEPUHA B KPOBMI
[0 BepXHeW I'PaHUIbl BO3PACTHOI
HOpMHI [1].

ITopakeHne modyex — Hambosee ce-
pbesHbIil cuMirToM 6omesan Oabpu.
OpHMM W3 TIepBBIX IPU3HAKOB IVIC-
GYHKIY OYeK ABISETCS IPOTENH-
ypus, manee CIELYIOT reMaTypus
U UMIMHAPYpuA. Bnocnencrsun
y OONbHBIX MOXeT (pOpMUPOBATH-
Cs1 XpOHMYeCKas IOYedHas: Hemo-
CTAaTOYHOCTDb, KOTOpasi CIYXUT
Haubojlee 4acTO HPUUMHON JIe-
Ta/JIbHOTO JMICXOfA IPY 3TON PasHO-
BUITHOCTY JM30COMHBIX 60JIe3Heil
[21, 22]. B atoit cBsa3u B. Oqvist
U COaBT. [23] mopuepKMBaOT HEOO-
XORMMOCTb CBOBPEMEHHOTO BBIAB-
neHus HedpoMaTMil y malMeHTOB
¢ 6onesnbio ®abpu.
TacTpO3HTEPOIOTMIECKIE CHMIITO-
MbI 601e3Hu (momMmumo 6onu B OT-
nenax JXKT) manocnenndudHns;
K HMM OTHOCSTCS TOIIHOTA, PBOTA
U OTCYTCTBUMe IpubGaBKM B Macce
Tena [24]. Y pgereil oTMedaroTcs
Taxxe 601y B 60Ky IOCIIe IpueMa
i [3].

J. Kleinert n coasT. [25] yka3bIBaioT,
YTO OfHVM M3 HPOSIBIEHNUIT (OCTIOXK-
HeHuit) 6onesun Pabpu cayxur
aHemus. IIpenmomnaraeTcs, 4To OHa
COIps)XeHa IPeUMYILIeCTBEHHO
C HapylIeHMeM [T0YeYHbIX QyHKINIA,
CepAeYHO-COCYRUCTON HEFOCTATOU-
HOCTBIO VI XPOHMYECKVIM BOCIIA/IEHN-
eMm [1-3].

CxereTHbIE HAPYIIEHNST BCTPEYAIOT-
Cs peXxe, XOTA OCTEOIEHNA U OCTe0-
IOPO3 OTHOCATCS K OCTIOKHEHUAM
6onesun Pabpu, accoLUMPOBAHHBIM
¢ HapylleHyeM abcopOuuu u yTu-
aMsauyy BuTaMmHa D u Kamprus,
a TaKXe C PSAOM APYrux $akTopoB
(cHKeHMe (U3MYECKOIT AKTUBHOC-
TU BC/IE[CTBME HAMNIECTBYIOIIETO
6071eBOTO CUH/IPOMa, XPOHIYECKas
HOoYeYHas HeJJOCTATOYHOCTD, SHJO-
TelaabHass aKKyMY/IALUA ITIMKO-
chunronunuos u gp.) [1].
IOpyrumn cuMmnromaMu 60e3HU
®abpu cnyKaT pasTMIHbIE IPU3HA-
KI TIOpaXKeHNS CIIU3UCTOI 0607104~
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KV HOJIOCTU pTa: aHTMOKEPAaTOMBI
(mepemHeit yacTy CIU3UCTOI 060-
JIOUKY II€K, peXe APYTUX ydacT-
KOB — MATKOro HéOGa, HEOHBIX MUH-
[aauH, JeceH U PeTPOMOSIPHOTO
HIDKHEYETIOCTHOTO IIPOCTPAHCTBA),
HallOMMHAONIMe TeleaHIMIKTa-
3UM; TPELIVHBl ¥ 9PUTEMaTO3HbIe
M3MEHEHUsI IPUOOBUIHBIX COCOY-
KOB Ha JIOPCAJIbHOI [TOBEPXHOCTI
A3BIKA; TJIOCCUT, IPAHY/IEMATO3HbI
xeitut u fp. Ipn 60nesun ®abpu
[pUMEPHO B IBa pasa dalie 00bId-
HOTO BCTPEYAIOTCS KUCTBI U [ICEB-
JOKMCTBl MaKCU/ULIPHBIX CUHYCOB
[1-3, 13].

[Tpu3HaKy IOpaskeHMsI peCIpaTop-
HOro Tpakrta npu 6omesun Pabpn
BCTPEYalOTCsl He CMIIKOM 4acTo.
OHM TIpeuMYILIeCTBEHHO BBIpaka-
IOTCSI B PasBUTUYU OOCTPYKIMM IbI-
XaTeIbHBIX My Tell (crmpoMeTpuyec-
KJ1 BBISABJISIIOTCS CHIDKeHUe oObeMa
dbopcupoBaHHOTO BBIZOXA, & TAKXKe
[IOBBIIIEHNE CPEHETO 3HAYEHNS OC-
TaTOYHOI eMKocTH) [1].

ImnarHoctuka

Inaruos «6onesup Pabpu» 06bIY-
HO yCTaHaB/IMBAETCs HA OCHOBAHNM
HaIU4MsI TUIIMYHON CUMIITOMATH-
KM ¥ MCCIeJOBAaHMS aKTUBHOCTU
anbga-ramaKkTo3ngassl A B KpOBU
(meitkouuTHI), MaTepuane 6uonCUN
II0YeK, Ky/IbType KOXKHbIX $pubpo-
6macToB [26]. B 6monrarax moyex
U KO>Ke 0OHApYKMBAIOTCs OT/IOXKe-
HUs TUIINJOB, @ TAK)Ke MHOTOCIION-
HBIX MUE/TMHOBBIX TeJell.

CregyeT IOMHUTb, YTO /IS IPEf-
CTaBUTe/Iel MYXCKOTO I1071a HU3KIE
ypoBHU anb@a-ranakTosnnass A B
KPOBM €CTECTBEHHBI, @ y KEeHIUH
OHM MOTYT OBITh B HOPMe Ja>ke Ipu
HaJIM4YUU KIMHUYECKUX MPOsIBIIe-
Huit 6onesnu Pabpu BcrefcTBUE
npouecco X-mHakTUBanuu [27].
B cBs13u ¢ 3TUM Hambosee TOYHBIM
AVATHOCTMYECKUM METOJOM CIy-
XKNUT obHapyxeHue crenuduyec-
KMX (IaTOreHeTMYeCcKux) MyTalnit
B rede GLA, To eCcTb XpOMOCOMHBIII
aHamms.

JlONONMHUTETBHBIMY METOAMU JIMa-
rHocTUKY npu 6onesun Pabpu saB-
NAITCA KOHPOKaNbHasA /asepHas
CKaHMpylolas MUKpockonus (fs
puddepeHnmanunM KepaTomaTun
OT aMMOAAPOH-VH/ Y POBAHHOIL);
uCcefoBaHMe BeCTUOYIOOKYIAP-
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Horo pedyrekca B Impolecce poTa-
L[/} TOJIOBBI — TaK Ha3bIBAEMBIIT M-
Hy/nbC ronoBbl (aHrI. head-impulse
AN aHanusa BeCTUOYMIAPHBIX
(yHKIMIT); MCCTefOBaHNe COLeprKa-
Hus yucratuHa C (B KayecTBe Map-
Kepa paHHMX M3MEHEHNII II0YeYHbIX
dyHKIIMIT); METOJ, METPOHOMHOTO
AbIXaHuA (A4 aHaIM3a ImapacuM-
maTudeckux 6apopedreKTOPHBIX
(yHK1MIT); TKAaHEBOE JOIIIeporpa-
¢uueckoe nccmenoBanme (s BbI-
SIBJIEHMSI TIOPAXKeHMsI CepALa) 1 Ap.
[28-32].

ITockonbKy OTnOXeHUe rnobo-
TpUAO3NMIKepaMuja HauMHaeTCA
BO BHYTPUYTPOOHOM Iepuofe,
CYLIECTBYIOT METOLBI IIPEHATaNb-
HOIT fuarHoctuku 6onesun Pabpu
(myTeM McCIefOBaHUs BOPCUHOK
XOPMOHA /MU KY/IbTYPbl aMHUO-
TUYECKMX KJIETOK — C BBIsIBJIEHMEM
HU3KOJI aKTUBHOCTM ajbga-ragak-
TO3UIA3bI A).

BoneBoit cuHgpoMm mpu 6onesHn
DQabpu cnepyer puddepeHympo-
BaTb OT TAKOBOTO IIPU PEBMATON/-
HOM apTpuTe, peBMaTU3Me, CUCTEeM-
HOJI KpacHOI BOM4YaHKe, 60e3HM
PeiiHo, a TaK)Xe OT TaK Ha3bIBaeMBIX
6omeit pocra [1].

InddysHyo aHIMOKEpPATOMY TYIO-
Buia npu 6omesnu @abpu mpepia-
raercs guddepeHUPOBATh OT Ta-
xoBoy npu GM,-raHrnimosnupose,
IIMKONIPOTEeNHO3aX (acmaprTui-
[IMKO3aMUHYpust, PyKo3npos, bera-
MaHHO3UJ03, cuanumos tui II),
a TaKXe IPY MHOXKECTBEHHBIX Jie-
¢unnrax dpepMeHTOB (ramaKrocua-
nnpo3, 6omesns Kansaxn) [1-3].

ITo mocTMXeHUM IOAPOCTKOBOTO
BO3pacTa WIM COBEPIIEHHOTETH
6one3np Pabpn HEOOXOAUMO AMD-
(dbepeHIIMPOBATD OT TAaKMX AyTOUM-
MYHHBIX 0OJIe3Hell, KaK LlelInaKkus
U PACCEeSHHbIN CK/IEPO3.
BopTekcHylo KepaTromaruio npu
60nesnu Pabpu obs3arenbHO Hud-
(epeHIMPYIOT OT CXOJHOTO IIO-
pa’keHMsl POTOBUIIBI BC/IEJCTBIE
OT/IOXKEHWsI B Heil HEKOTOPBIX Jie-
KapCTBEHHBIX IpernapaToB (aMuo-
JapoH M Jip.).

AHroxeparoMa MOXXeT HabIIOfaTh-
cs1 He TonbKO Tipu 6omnesnn Pabpu,
HO M IIPY HEKOTOPBIX APYTUX JIU30-
COMHBIX 6onesHsx (peduuur anbga-
L-¢dyxosupassl, He[OCTATOYHOCTD
6eTa-ramakrosumassr) [3].

Jlekuum ana spa

Mporxo3

ITpu 60mesun dabpu OmyoKaitmnit
n OTHaHeHHbIﬁI IIPOTHO3 3aBUCAT
OT BPEMEHN YCTAHOBJIEHNU A IMATHO-
3a ¥ HA3HAYEeHNA COOTBETCTBYIOIIE-
ro nedenus [33].

Ecnn 6071bHOMY He IPOBOAMINUCDH
TPaHCIJIAHTALMA TTOYeK MU TeMO-
Auanus, neTanabHbBIA MCXOJ Yalle
BCEro HacTymaeT BC/IeACTBUE ype-
mun [1].

ITo manubivm S. Waldek u coasr. [34],
mpefnonaraeMas MpoJO/IKUTeNb-
HOCTD Xu3HU npu 6onesun Pabpn
y My>X4MH cocTabnsgeT 40-60 er,
a y xeHmuH — 40-70 ner. CooTBer-
CTBEHHO, TIpeJjTIolaraeMoe COKpalile-
Hite xu3Hu 1mpu 6ome3nn Pabpu co-
CTaBJIAET [/ MY>K4uH 0Koso 20 feT,
TUJTSL )KEHIIUH — OKOJIo 15 meT.

(OepmeHTO3amecTUTENbHAA
Tepanua npu 6onesnu Qabpu

[lst nevenus 6one3nu Oabpu paspa-
6oTaHbl IpenapaTsl Pertararn (aran-
cupasa anbda) n Gabpasum (arancu-
nasa 6era) [35-46].
DepMeHTO3aMeCTUTETbHAS TP
[O3BOJISIET HOPMANN30BaTbh MeTa-
6onmyecKue HapyIeHNs M YaCTUI-
HO 3aMeJINTh IPOrpeccupoBaHue
60ne3Hu. Pemtaran takxe crnoco6-
CTByeT yMeHbU_IeHI/IIO Bpra)KeHHOC—
T CUMIITOMOB CO CTOPOHBI Pa3HBIX
opraHoB u cucrem [47-63]. B wacr-
Hoctu, D. Hajioff u coaBr. [64-66]
u A. Palla u coasr. [67] coobmaror
006 y/TydlneHun cayxa Ha (HoHe Ipu-
MeHeHNsl Ipelapara arajacujassl
ambda y MalNeHTOB ¢ HellpoceHcop-
HOJl TYrOYXOCTbIO, BBI3BAaHHOI 60-
ne3npio abpu.

Tpancpopmanus 6071eBOro CuUH-
fpoMa B xofe dhepMeHTO3aMeCT-
TenpHOI Tepanun 6onesHun Pabpn
oTpaxkena B paborax B. Hoffmann
u coasr. [68] u U. Ramaswami
u coaBT. [69]. Tak, cpefHMe 3Have-
HUSI OIlEHKU BBIPAXKEHHOCTN 60NN
[I0 Havyaja Tepaluy COCTaBIANN
5,1 6ara, mo nmpomectsuu 1 roga
JIe9eHNUsI TIPenapaToM arancu/ashl
anbda 601eBOIT MHAEKC yMEHbIINI-
cs1 Ha 0,5 6asra, a mocre 2 JieT Tepa-
muu - eme Ha 0,6 6ana, pasnuyus
OOCTUTIN ypOBHH CTAaTUCTUYECKON
sHaunmoctu (p < 0,05) [68]. Aurmmit-
CKJe MCCIefjoBaTey paspaborann
n anpobuposanu Pabpu-crnenn-
(UYHBI OMPOCHUK IO COCTOSHUIO

Ay
0

53



Y
N

54

LW ANg Bpauei

3/JOpPOBBsI ¥ BBIPa>KeHHOCTU 60n
y nereit (FPHPQ, Fabry-specific Pae-
diatric Health and Pain Question-
naire) npu obcnegoBanuu 87 mereit
(Bospact ot 4 go 18 met) Ha doHe
Tepamuy MpernapaToM arajcugassl
anbga u 6e3 TaKOBOIL. Y JieTeit, 1mo-
JyYaBIINX HepPMEHTO3aMECTUTENb-
HYIO Tepalnio, OTMEYEHO CYIIeCT-
BEHHOe yIy4lleHNe B OTHOIICHUN
607eBOTO CMHPOMA Pa3TUYHbIX
BUZOB [69].

Ha mporsxeHun mnocnegHero fe-
CcATUIETUsA HaMbGOJbIIee YUCTIO
ny6nukanuii mo mnpobneme 6omes-
Hu @Pabpy MOCBSIEHO BAMSHUIO
dbepMeHTO3aMeCTUTENPHON Te-
pamuu Ha QyHKIUIO movek. B pa-
6orax F. Dehout u coasr. [70],
R. Schiffmann u coasrt. [71, 72],
A. Scwarting u coasr. [73], G.M. Pas-
tores u coaBt. [74], R. Mignani
u coasr. [75], R. Torra u coasr. [76],
E.C. Fervenza u coaBr. [77], S. Feriozzi
1 coaBr. [78,79], M. West u coasr. [80],
S. Thofehrn u coasr. [81], C. Ton-
del u coasr. [82] paccmarpuBaetcs
BIMSIHUE TIPENAPaTOB arajcuiasbl
anbda Ha MOYeyHyo QYHKIUIO, CKO-
pocTh K1ybO4YKOBOIT GuabTpanuy,
TUCTONOrMYECKIe XapaKTePUCTUKN
[IOYEYHBIX OMOIITATOB, & TAK)KE MHBIE
HepOIornyecKye acreKThl 0OMe3HN
[70-82]. IIpu aTOM pasHBIMMI KCCIIe-
[IOBATENAMMN TIO[IEPKUBAETCS, YTO
nprMeHeHMe anbda-raTakTo3nma-
36l A CIIOCOOCTBYeT 3aMefIeHII0
CHIDKEHIA PeHaIbHBIX GyHKUMI [72,
73,75-78, 80].

IMonosxutenbHplil 3¢ deKT nedeHns
arajcupasoil aabda B OTHOLIEHNUN
Kap/IMOIOrNIeCKIX MPOsBIEHNMIT 60-
nesun Oabpu (KMMHMIECKIE 1 9KCITe-
pVIMeHTAJIbHBIE JAHHBIE O BIUSHUN
(bepMeHTO3aMeCTUTENIBHON TepaInn
Ha KapAMOMMOINATHIO U JPyTHUe Ipo-
sIBNIeHUsT GOTIE3HU CO CTOPOHBI Cep-
[IeIHO-COCYUCTON CUCTEMBI) B IIOTI-
HOJI Mepe OTpakKeH B IyONMKanysax
D.A. Hughes n coasr. [83], C. Kamp-
mann u coasT. [84], L. Caballero
1 coaBT. [85], a Takke P.A. Rozenfeld
U COaBT. [86].

O6 yMeHbIIEHNN TaCTPOMHTECTH-
HaJIbHBIX IMPOSIBIEHUII 0O0Ne3HU
@abpu Ha oHe dhepMeHTO3aAMECTI-
TE/IBHOTO JIeYEHNS CBUJETENBCTBYIOT
JIaHHbIE, IPEeJCTaB/IeHHbIe B paboTax
F. Dehout u coasr. [87], B. Hoffmann
” coaBT. [88].

B curyaumsx, conpspKeHHBIX € IM0-
YEeYHOI HEJOCTATOYHOCTDIO, MAIlV-
eHtaM ¢ 6onesnpio Pabpu HeoOx0-
[¥Ma TPAHCIUIAHTALVA 1ovek [89].
B cncremarndeckoMm o63ope 1 Me-
TaaHanu3e, BHIIONHEHHbIX T. Alegra
u coaBT. [90], ykaspiBaercst Ha a¢-
(beKTUBHOCTD IIpeNapaToB araacuia-
3pl a/ibda 1 6eTa B edeHn 60IesHN
@abpu ¢ mMO3ULMIT TOKA3ATENbHOI
MeTUITNHBL.

Hogerimit cucrematndeckuit 0630p
110 pepMEHTO3aMeCTUTENbHOI Tepa-
nnu 6onesun Pabpu npepcraBuin
R.P. El Dib u coasr. [91], a paHee
crcTeMaTnyIecKnit 0630p 1Mo aHamo-
TUYHOIL IpobieMe ObLI OIy6INKO-
BaH R.P. El Dib u G.M. Pastores [92].
A. Mehta u coaBt. [93], conmocTaBuB
ILaHHbIE O KAMHUYIECKON 3ddek-
TUBHOCTM IIpelapaToB arajacuia-
3bl anbda u Gera, He OOHAPYKUIN
CYIIECTBEHHBIX Pa3NNUIUI MEXIY
HuUMU. SIMOHCKMe wmcciemoBaTe-
au K. Tsuboi n H. Yamamoto [94]
IPOJEMOHCTPUPOBAIN OTCYTCTBHUE
pasIuduii B COCTOSHUY TALVIEHTOB
¢ 6onesnpro ®abpy npu mepexope
C Tepamuy MpeIapaToM arajacuiassl
6era Ha arancupasy anbda (Pera-
ras) o psiny 6asuCHbIX ITOKa3aTesneil
(mxama 60mM, ypoBeHb KIy6O4KO-
BOIl GUIBTpAaLNM, MHIEKC MacChl
MMOKap/ia IeBOTO XKeNMYLOUKa, [TOKa-
3aTe/nn KadecTBa XXU3HM). [IpakTi-
YeCKJ aHA/IOTMYHbIE JAHHbIE IIPUBO-
mat A. Pisani u coaBr. [95], a Takke
A.C. Vedder n coasr. [96].
[Tpenmonaraercsi, 4TO IpPU MPOBe-
neHun ($epMeHTO3aMeCTUTENbHO
tepammu 6one3uyn Pabpu BO3MOKHA
BeIpaborka IgE-anTuTen K mpemapa-
Ty araJICuAassl 6eTa, HO He arajcuyja-
3bI anb(a, ITO yKas3blBaeT Ha Ipel-
HOYTUTENBHOCTD MOCTIERHEr0. ITO
[IO/I0KeH e, BbICKasaHHoe A. Tanaka
U COaBT. [97], AUCKYTUPYETCA B Me-
IULIMHCKOIL MuTeparype (Hampumep,
B pabore G.E. Linthorst n J.M. Aerts
[98]). B cBoto ouepenp, C. Tesmoingt
1 c0aBT. [99] cOO061IAIOT O CEpbe3HOM
HeXXe/aTe/IbHOM siBleHun (aHadum-
JIAKTOMIHAS PEaKIsI), COMPSIKEH-
HOM C IepeKpeCTHO-PeaKTUBHBIMMI
IgG-aHTUTeIaMN K TaJIaKTO3MU/a3e,
npy npoBefieHuM pepMeHTO3aMec-
TUTEIbHOV Te€PaINy 3TOM JIM30COM-
HOII 60/1e3HM.

HepponmoraM, saHMMAaOIMMCA JIe-
yeHMEM OONBHBIX C PaCCESHHBIM

CKJIEpO30M, 3HAKOMa [IpobieMa Hevl-
TPaIM3YIOLINX aHTUTEN K IIpenapa-
TaM nHTepdepoHa-6eTa, KOTOpHIE
HpeHHTCTByIOT aﬂeKBaTHO]U/I TepaHI/H/[
9TOTO TSKETOTO [ieMUEeTNHUSUPY-
omero 3abonesannsa [100]. Oxasa-
70Ch, 9TO GOPMMPOBAHNE HETpa-
MU3YIOIMNUX AHTUTET OTMeYaeTCs
U [IpY TIPUMEHEHNM TIpenapaTos s
3aMeCTUTeNbHOI hepMeHTOTepan
npu 6omesun Pabpu.

ITpobnemy 0bpa3oBaHys HeNTpaIy-
3YIOLVIX aHTHUTE K arajcupjase anbda
n 6eta obosHaunau G.E. Linthorst
u coast. [101]. Bociencreum BHU-
MaHue eil yRe/nsnoch B IyOnmKamy-
ax S.M. Richards [102], A.C. Vedder
u coast. [103], C.E. Hollak u coasr.
[104], a Takxe P.B. Deegan [105].
B wactHocTu, P.B. Deegan [105]
nopuepkuBaeT, 4yro IgG-anTnuTena
Jalle BCTPEYATCS Y IAaLMEeHTOB
¢ 6onesupro abpu, moTyYAOINX
(bepMeHTO3aMeCTUTENILHYIO Tepa-
OO TperapatamMyu arajacuiassl
6eTa, a IgE-anTHTeNa BOOOIIIE He pe-
TUCTPUPYIOTCSA NIPU MCIOTB30Ba-
HUM IIperapaTa arajacupgassl anbda
(Peruraran).

CumnTomaTuyeckas
¥ NanAMaTMBHaA Tepanua npu
6onesnu Gabpu

CuMnromaTuueckoe jedeHue 60-
JIEBOTO CHUHJpPOMa Ipu 0O0Ne3HU
®abpy mpeycMaTpyUBaeT MpUMeHe-
HIle aHA/IbIeTVKOB, HeCTEPOUTHBIX
HIPOTMBOBOCIAIUTENIbHBIX CPENCTB
(HIIBC) # aHTUKOHBY/IbCAaHTOB
(B mOIONHeHME K BBILIEYIIOMIHY-
TOIl (epMeHTO3aMeCTUTENbHOI
TepaINM, CIOCOOCTBYIONIEN YMeHb-
IIEHNIO0 BBIPa>KeHHOCTN 60N y ma-
muenToB) [1-3, 69]. C aTol1 1LIenpio
UCIIONIB3YIOTCSA IIpenapaThl QeHn-
TOUH, Kap6aMa3elyH, rabaneHTH
u ip. HapkoTideckux aHaIbIre TUKOB
pekoMeHayeTcs u3berarh.
AntutpomMbounuTapHas Tepamus
U IpYMeHEeHUe aHTUKOATYIAHTOB,
Halle/IeHHbIe Ha ITPOQVIAKTUKY
(TIepBUYHYIO U BTOPUYHYIO) MHCY/Ib-
TOB U JIPYIUX COCYAMUCTBIX HOpaXke-
HUIT (OKK/IIO3USA apTepyil CeT4aTKu
U T.[.), BO3MOXHBI B KOMIUIEKCHOM
nedenun 6omesun Pabpu (o coot-
BETCTBYIOIVIM ITOKa3aHUAM).

JIna KoppeKIuyu acCOnMMpPOBAH-
HBIX ¢ 6one3Hb0 Pabpy Hapyure-
HUII C/IyXa y JeTell M MOJLPOCTKOB
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MPUMEHSIOT CIYXOBble aIapaTsl
U IPOBOAAT MEPOIPUATHSA IO OT-
paHMYEHNIO TaK Ha3bIBaeMOIl LIy-
MOBOJ TPaBMBI.

s moppepxanusa QyHKLMit cep-
JEeYHO-COCYQUCTON CHCTEMBI WC-
o/b3y0T AuddepeHITpOBaHHbIE
TeparneBTUYEeCKe CTPATErN, BKIIO-
Yasi aHTMAPUTMUIECKIE U TUIIOTEH-
3VBHBI€E IIPeNapaThl, NUMIUIAHTALIIO
MCKYCCTBCHHI)IX BOﬂMTeHef{ pI/ITMa,
KOpOHapHOe IIYHTUPOBaHME U JjaXKe
IepecajiKy ceppua.

U3 ¢papmakonmorndeckux mpemapa-
TOB B KOPPEKIVM TaCTPOMHTECTH-
Ha/IbHBIX CUMIITOMOB Ipu 60/€3HM
Dabpy HanbosIee YACTO UCIIONB3YIOT
MeToxmonpaMup 1 Ilankpennmasy
(maHKpeaTuH).

B mannmatuBHOM J€4eHUM aHTUO-
KepaToOM NPUMEHSIOT >KUKUI a30T,
9/IEKTPOKOATY/ISALNIO, XUPYpPrudec-
KOe y[a/ieHne, a TakKe pasindHble
BapMaHThHl jazeporepanuu (mase-
pbl HeofuMOBbINT YAG, NynbcoBoit
Ha KpacUTeJsAX, Ha Iapax Mefu, ap-
TOHOBBIII, ITYYKOBBII 1 IP.).

ITpu pasBuTHY y IALIMEHTOB C 60/1e3-
Hpio Qabpy IOYEYHOI HEeJOCTATOY-
HOCTU BO3HUMKAET HEOOXOMUMOCTh
B IIPOBeJEHNUN TeMOfuanu3a u/uim
TpaHCIUIAHTAIUY MoYeK [89].

Pennaran — arancupasa anb(l)a

Pemmaran (arancmupasa anbda) 3a-
perucTpupoBaH Ha TePPUTOPUN
Poccuiickoit ®epepannun B KauecTBe
JIEKapCTBEHHOTO CpencTBa 29 sH-
Baps 2009 r. (JICP-000551/09).
Penmaran oTHOCHTCS K (papMako-
norndeckoit rpymnne «PepMeHTHI
n antudepmentsi»; ATX A16AB03
«Arancupasa anpda». Ilpemapar
BBIITYCKAeTCA B BIJje KOHIIEHTpaTa
/ISl TIPUTOTOBJIEHNST MH(PY3MOHHO-
ro pactsopa (1 Mr/mi) Bo ¢rrakoHax
o 3,5 mn [106].

Pemyaran BBOZMTCA BHYTPMBEH-
HO MeJJIeHHO (B TedeHye 40 MMHYT
B fo3e 0,2 Mr/kr, 1 pas B 2 Hefenn)
nox o6s3arebHbIM HaOM0geHEM
oby4enHoro Bpava. Heo6xopnmplit
IanyeHTy oO6beM mpemapara Ieper
BBeJleHMeM pa3BomAT B 100 mn
0,9%-HOro pacTBOpa HATpUA XJIO-
puzna (B CTEpMJIbHBIX YCIOBUAX),
3aTeM OCTOPOXKHO IepeMeINBaioT
(He BcTpsixuBasi). Beegenue nndy-
3MOHHOTO pacTBOpa CIefyeT Ha-
YIHATh He MO3[[Hee 3 JacoB IIOCTIe
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pasBezeHus (IpemapaT He COIEPIKUT
KOHCEpBaHTOB), UCIONb3yd UHDY-
3MOHHYI0 IIOMIY CO BCTPOEHHBIM
¢dunprpom [106].

Permaran mpefgHasHadeH isl j1ede-
HUS [ALMeHTOB ¢ 6onesHbio Pabpu
¢ 7-netHero Bo3spacra. Ero mpume-
HEHVIO Y JieTeil MOCBsIIeHbl Iy6-
mukanuu S. Illsinger u coasr. [107],
M. Ries u coasr. [108, 109], U. Rama-
swami u coaBr. [110-112], M.P. Gel-
derman u coasr. [113], G. Pintos-
Morellu M. Beck [114], R. Schiffmann
n coastr. [115], I. Martin-Sudrez
n C. Sudrez-Marrero [116].

O ToM, YTO mpUMeHeHNe Ipenapa-
ta Peraran Bo3MoXKHO 1 Ge3ormac-
HO IIpU JIeYeHUN JleTell B BO3pacTe
MUIajiiie 7 j1et, cooburaeTcs B pabore
U. Ramaswami u coast. [117], Ha-
6mofaBuINX 8 MAIEeHTOB (CpesHMit
Bo3pacT coctasun 5,0 + 1,6 roga)
¢ 6onesnpio ®abpu B TeyeHue 1,2-
6,7 ropia (B cpenteM 4,2 roga).

KnuHnyeckuit npumep

B kauecTBe KIMHMYECKOTO IpUMepa
MBI IIPUBOAUM KpaTKoe OIMCaHue
ucropuu 6one3un manmenra JI.M.
(Bospacrt 14 net) ¢ 60mesupio abpu;
OVMArHO3 IOATBEP)K/IEH Ha OCHOBA-
HUY CHIDKeHUA ypoBHA anbga-D-
rajlakTo3uzasel B kposu (B ®I'BY
MTHII] PAMH), a Taxoke 10 pe3yiib-
TaTaM MOJIEKYISAPHO-T€HEeTUYECKO-
ro uccnegoBanusa (8 ®I'BY HII3]]
PAMH).

bepeMeHHOCTD U pOJbl y MaTepu
marueHTa nporexkanu Gu3noaoru-
4ecKu; pasButue pebeHKa [0 Je-
610Ta 60/€E3HU COOTBETCTBOBAJIO
Bo3pacrty. [le6ioT 3a60eBaHMsA OT-
Meuvascs B Bozpacre 10 et (2009 1.),
Korjja mocse Gpuandeckoil Harpysku
(3aHATUA TEHHUCOM) y ManbuMKa
BIIepBbIe TOSBMU/INCH 6O/MIM B HOTaX.
bonu Hocunm HelipomaruvecKuit
XapaKTep — JKTyume, C 7OKaamu3a-
Lueil Ha ThIJIbHOM IOBEPXHOCTHU
CTOII, a BIIOC/IE[CTBUY, IIPU Iepe-
XoJle Ha BE€pXHME€ KOHEYHOCTH, —
Ha TBHUIBHOJ ITOBEPXHOCTU KUCTEN
pyk. [Toce orppixa 601u mpoIn,
HO MOcCe BO30OHOB/IEHUS 3aHsI-
TUJ TEHHUCOM CHOBa IOSIBUIUCH
B HIMDKHUX KOHEYHOCTSAX, TaKXKe
OTMeuasoch MOBBINIEHNE TeMIIepa-
Typbl Tena. OnucbiBaeMble CUMII-
TOMBl KYNUPOBAaJIMUCh IOCIE CHa
U OT[BIXA.

Jlekuim ana spa

Pe6eHOK MHPOKOHCYIBTUPOBAH
PAOM CITenaanucToB B mpoduib-
HBIX MEAMIVHCKUX YYPeXKIeHMAX
(peBMaronorom, megmMaTpoM, He-
BpPOJIOTOM); PEBMAaTOJIOTUYECKOTO
3ab0yeBaHUsI He BBbIABIEHO, yCTa-
HOBJIEHBI JMATHO3BI «PelVAUBUPY-
I0111as1 BUPYCHAsT MHQEKIVsI» 1 «Tep-
MoOHeBpo3». HasHaueHHasa Tepamnus
CelaTUBHBIMU ¥ COCYAUCTBIMU IIpe-
mapaTaMy He Jjaza IMOI0KITe/IbHOTO
addexkra.

B reuyenue mocnegymomux 2 et
607111 B KOHEYHOCTSIX CTA/IM BO3HIU-
KaTb 4allle U KyNupOBaIiCh TOIBKO
Ha ¢one nprema HIIBC. C oxTs16ps
2012 r. pe6EHOK pery/ApHO IPUHM-
Man HuMecynup, (o 50 mr 3 p/cyT);
IIpy mombITKe oTMeHbI 3Toro HIIBC
omnuceiBaeMble 60/MM BO3HMKAIN
IIOCTOSIHHO, @ MX BBIPAXXEHHOCTD
Obl/Ta MHTEHCUBHOIL. B cBsA3M ¢ jasb-
HeJInM ycuneHueM 6oseit popn-
TN CHOBa OOpATMINCh K HEBPO-
nory. Pe6eHOK IIPOKOHCYIbTUPOBAH
B I'KY3 «HayuHo-mpakTudecknii
LIEHTP JeTCKOJ IICYXOHEBPOJIOTNN
JlemapraMeHTa 3/jpaBOOXpaHeHMs
ropoga MocCKBbI», Ifie 60/ MHTEP-
MIPeTUPOBAIA KaK aKpOIlapecTe3nu,
BCJIEACTBME Yero Oblla 3alofi03peHa
6omesnb Gabpu.

B nmabopatopum HaclemCTBEHHBIX
6onesneit o6Mena Bemects OI'BY
MTI'HII PAMH nposepeHa 3H31MO-
AMATHOCTHKA, B XOJie KOTOPOII ObLIO
0OHAPY>KEHO CHIDKEHJE aKTUBHOCTI
anbda-D-ramakTo3nmassl, 4T0 ABU-
7I0Ch TabOPATOPHBIM MOATBEPIK/ie-
HueM fmarHosa «6onesub Pabpu».
Takum 06pasoMm, AIUTEIBHOCTD
AMAarHOCTUYECKOTO MOMCKA COCTa-
Bua okoso 3 et (mmarHos «6o-
nesHp Pabpu» yCTAaHOB/IEH JUIIb
110 TOCTIDKEHMH PeOeHKOM BO3pacTa
13 net 10 mecsieB).
MonexynsAapHO-reHeTUYeCKOoe JICCIe-
[ioBaHUe OBIIO MTPOBENEHO B Tabopa-
TOpUNn MOHeKyTIHpHO—I‘eHeTI/I‘IeCKOI‘/‘[
mmarnoctuku OI'BY HI[3]] PAMH.
[Tpu 9TOM y Hal[MeHTa U €ro MaTepu
obHapyxeHa myrtauus c.1163T > A
B 9k30He 7 reHa GLA.

B panbHeleM ManbunK 06cemo-
BajICs U TOny4Yan dpepMeHTO3aMec-
TUTeNbHYI0 (arajcupasa anboa)
U CUMITOMATUYECKYIO Tepannio
B knnHuke ®I'BY HII3T PAMH.
[Tepen HavaoOM JIedYeHNs] MAIbYNK
HpeBSBIAT CAeAYIOLIe XKanoobl:
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XKrydue 601 B TaJOHAX U CTOIAX,
eXeJTHeBHbIE, OYeHDb VHTEHCUBHDIE,
Kynupylomueca npuemom HIIBC
(HmMmecynup) Ha 6-8 YacoB MM IIO-
MelleH)eM PYK U HOT B XOJIOHYIO
BOJY Ha KOPOTKOE BpeMs:; Iepuo-
IU4ecKye IOfbeMbl TeMIIepaTyphl
TeJIa, CONPOBOXKAoIe 60N B KO-
HEYHOCTAX; CHIDKeHMe (POHa HACTPO-
€HI, TIOBBIILIEHHAs TPEBO>KHOCTb.

B xome ¢usmkanpbHOTo OCMOTpa
y TalueHTa ObITa BBIABIEHA eIMH-
CTBEHHas aHTMOKepaToMa (pasMe-
poMm 1 X 1 MM) Ha IeBOM II/IeYe, a Ipn
odranpmMocKkonuum OOGHAPY>KEHBI
puctpodudecKiie USMEHEeHNA POro-
BuIBL. B OnoxmmmdeckoM aHanmse
MOYM OfHOKPATHO 3aperucTpupoBa-
Ha MUKDPOIPOTENHYPHA.

IIpyu poBefeHnN 1e/I0r0 KOMIIEK-
ca MabopaTOPHO-MHCTPYMEHTANlb-
HBIX MccnegoBanmil (001Wmi aHanmus3
KPOBI M MOYM, MaTHUTHO-PE30HAHC-
Hasg ToMorpagus FOJTOBHOTO MO3Ta,
axoKapauorpadus, yrbTpasByKoBoe
UCCIejoBaHe BHYTPEHHUX Opra-
HOB OpIOIIHON IIOJIOCTY M TOYEK,
CTUMYNIALVOHHAA 3TEeKTPOHENpPO-
Muorpadusa BepXHUX M HIDKHUX
KOHEYHOCTeI1) APYIUX MaTONOTIYec-
KIX I3MEHEHMII CO CTOPOHBI pas3/iy-
HBIX OPTaHOB U CHUCTEM Y IallMeHTa
He BBIABJIEHO.

OcHoBoit neyenus 6onesuu Pabpu
y OIIMCBIBaeMOTO MAIIeHTa CTAJ/I0 Ha-
3HaveHNe npenapara Pernaran. Pem-
JIaraJl BBOOVIV BHYTPUBEHHO, MeJ-
JIeHHO, B fo3e 0,2 mr/kr/cyt (1 pas
B 2 Heflenu). B kavecTBe cpepcTs
CUMITOMATUYECKO} Tepammum V-
I0/Ib30BAIN IIpeIapaThl Iperabamnt
(JImpuka) u Humecynuy, (Haits).

Ha ¢one dpepmenrtosamecturenn-
HOJI Tepamyy Periaramom y manu-
eHTa 3aPerMCTPMPOBAHO 3HAYNUTEIIb-
HO€ yMeHbIIeHUe BbIPaKeHHOCTHI
60/1€BOT0 U TUIEPTEPMUIECKOTO
CUHJJPOMOB, 4YTO II03BONN/IO CY-

Nutepatypa
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2. Banerjee T.K. Fabry disease with special reference to neu-
rological manifestations // Eur. Rev. Med. Pharmacol. Sci. 6.

2004. Vol. 8. Ne 6. P. 275-281.

3. Sestito S., Ceravolo F., Concolino D. Anderson-Fabry di-
sease in children // Curr. Pharm. Des. 2013. Feb 19. [Epub

ahead of print].

IIeCTBEHHO CHUBNUTD TO3UPOBKY VC-
nonbsyemoro HIIBC (aumecynup),
a 3aTeM TMOTHOCTHIO OT HETO OTKa-
3aTbcA. Kpome ToOro, y manueHTa or-
MeYajIoch yIydlleHle HaCTPOeHM s,
CHIDKeHNE YPOBHS TPEBOXXHOCTM.
HemanoBa>kHO, YTO y ManbuMKa
HOSIBU/IACH BO3MOXKHOCTD JJIsI TIPO-
IO/KeHMs 00y4eHM s B 061jeo6pa-
30BaTeNbHOI IKOJe (10 00ne3Hn
pebeHOK ObII OTAMYHUKOM), TO
€CTb MMeJT MECTO Ba>KHbIIT 97IeMEHT
conuanbHoi aganrtanuu. Ilepeno-
CUMOCTb IIpernapara Obla y/joBIeT-
BOPUTETbHOI, a HeXXelaTeIbHbIX
SABJICHNII, aCCOLIMMPOBAHHBIX C €TO
UCIONb30BAaHMEM, He 3aperuct-
puposano. B mHacrosmee Bpemsa
COCTOsIHME TAl[MeHTa y/IOB/IETBO-
puUTeIbHOE, OH IPOOIXKAET HOMIY-
4aTb (epMEHTO3aMeCTUTEeNIbHYIO
TepaInio IpernapaToM araacumassl
anbda (Penaran).

AnbTepHaTuBHble
¥ dCNepuMeHTanbHbie BUAbI
neyexnsa 6onesuu Oabpu

B HacTosIIee BpeMs B CTaiuM paspa-
6OTKM HAXOAMTCS TaK HasbIBaeMas
COIPOBOXXJAIONLIAs MOJIEKY/ISIPHAs
Tepamnus, Halle/IeHHas Ha IOBBIIIe-
HHUe aKTUBHOCTM AeUIUTAPHOTO
dbepmenTa (anpda-ramakTosnja-
3a A). Ilpy 3TOM WCTIONB3YIOTCA He-
6orb1iIe MOIEKYIbl (IIepOpabHBbII
IyTb BBEJEHN:), CIIOCOOCTBYIOLIE
BBICBOOOXX/IEHNIO U3 JIM30COM OLIN-
604YHO 3axBauyeHHbIX (PepMeHTOB,
a TakKe MX TPaHCIIOPTUPOBKE B 9H-
LOIIa3MaTUYeCKUIT PeTUKYIYM.
CrnenyeT OTMETUTD, YTO OINMCBHIBA-
eMBIil METOJ Tepamuy CUUTAeTCsS
9¢PeKTUBHBIM NIIb B OTHOLIEHUN
MAIMEHTOB C OCTATOYHBIM yPOBHEM
aKTUBHOCTH crenmduaeckoro dep-
MeHTa [118].

B xauecTBe Apyrux MOAXOMOB K Jie-
yeHnio 6Gomesuu Pabpu crepyer

paccMaTpuBaTh TeHHYIO TepaInio,
TPAHCIUTAHTALINIO TeMOTTO3TUYECKIX
KJIeTOK, MH(}Y3MOHHOE BBEIeHNe Ta-
JIAKTO3BI, @ TAK)XKe CYyOCTpaTpenyLu-
pyloliee nedeHue (MHIMOMpOBaHue
paHHell cTaguy CMHTe3a IMNKOpOC-
¢dommupos) [119-123].

Bce omuceiBaeMble BUJBI albTE€PHA-
TUBHOTO JedeHns 6onesHn Pabpu
OCTAIOTCsI MOTEHIMA/IbHBIMI Tepa-
IIeBTUYECKMMMU CTpaTeFI/IHMI/I 6y-
Aylero, He BepnuUIMPOBAHHBIMA
C ITO3UIINII TOKAa3aTeTbHOM MeIUITN-
HbI. OCHOBOJT ZOCTYIIHOTO JT€YeHNUs
ABNsIETCA PEePMEHTO3aMECTUTENb-
Has Tepamus Ipenaparamu aabda-
rajakros3upassl A (aramcupasa
anbda).

3aknoueHue

HeBponorndeckas coCTaBIAONAs
6onesnu Oabpu He MeHee 3HAUMMA,
4eM IIPY APYTUX TM30COMHBIX 3a60-
neBaHMAX. [I/1s HEBPOIOTOB HECOM-
HEHHBII MHTepec IpPefCTaBIAIT
paHee OoNyONIMKOBaHHBIE COOOIIe-
nusa R. Schiffmann u coast. [124]
n L.B. Jardim u coast. [125]
06 ynyduIeHNM IIOTHOCTH WMHT-
pasHupepMaabHOl MHHEPBAL UK
U CUMIATUYECKUX KOXHBIX ped-
7IeKcoB Ha (oHe mpyUMeHeHUs dep-
MEHTO3aMeCTUTEe/NIbHON Tepamnun
6onesun Pabpu.

Heo6xoa1M MyIbTUAMCHNUIUINHAD-
HBIIT IIOIXOf K UATHOCTUKE M Te-
panuu 6onesnn Pabpu y mereit
U IIOpOCTKOB. [Ipy 9T0i1 maToIorun
nanueHTaM Tpebyercs BCeCTOPOH-
Hee 00c/IejOBaHNe C IIPUB/ICYEHIEM
IeTCKUX HeBPOJIOrOB, Kap/OJIOroB,
HedpOIoroB, 0hTATHMOIOTOB, fep-
MAaTOJIOrOB, T€HETUKOB 1 HPeACTa-
BUTENEN JPYTUX CIELMaTbHOCTEN.
[TprMepoM TAKOTO MOAXOAA SIBIISIET-
cs1 «Atmac pefkux 6omester» [126],
HOATOTOBJICHHDIT KOJUIEKTUBOM CO-
tpysaukos OI'BY HII3T PAMH. s

4. Fabry].Einbeitrag zur kenntnis der purpura haemorrhag-
ica nodularis (purpura papulosa hemorrhagica Hebrae) //
Arch. Dermatol. Syphilol. 1898. Vol. 43. P. 187-200.

Chévrier M., Brakch N., Céline L. et al. Autophagosome
maturation is impaired in Fabry disease // Autophagy.
2010. Vol. 6. Ne 5. P. 589-599.

Moore D.F., Goldin E., Gelderman M.P. et al. Apoptotic

abnormalities in differential gene expression in peri-

P. 48-52.

pheral blood mononuclear cells from children with Fab-
ry disease // Acta Paediatr. Suppl. 2008. Vol. 97. Ne 457.
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Neurological symptoms of Fabry disease in children and adolescents
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In children and adolescents with rare hereditary disorder Fabri disease cross-disciplinary approach is needed.
Genetics, clinical signs and diagnostics of the disease are described. Literature data on the treatment strategies for
Fabry disease in children are reviewed. Efficacy of agalsidase alpha (Replagal) and agalsidase beta (Fabrazyme) is

analyzed in children with Fabry disease.
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