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AKTyanbHocTb

B nmocnepuue mecaruinerus 61aro-
faps MOABUBIIEVICSA BO3MOXHOCTY
3HAYNMTE/IbHO IIOB/IMATH HA TeYeHMe
u iporuos 6omesHu Oabpu nHTEpEC
K Hell BO3poc.

C 6onesnpro @abpu Obin CBsA3aH
pAxn sabnyxpenuit. Hampumep,
[onroe BpeMs ZaHHOe 3aboseBa-
HIe CYUTAIOCh ITOIMOPTAaHHOM IIa-
tonoruein. CerogHs M3BECTHO, YTO
6ome3np Pabpu MOXeT NMPOTEKATh
C HOpakKeHNeM KaK HeCKOJbKMX,
TaK ¥ OJZHOJ CHCTeMBbI (CepiedyHo-
COCYIMCTOM, MOYEBBI/IETUTENIbHO,
HepsHoit) [1]. Panee monaranu, 4to
U3-3a pelecCUBHOr0 X-ClLiemeH-
HOT'O HacC/le[OBaHMs OOIBIINHCTBO
manueHToB ¢ 6onesHpo Pabpu -
IpeACcTaBUTENN MY>KCKOTo IIONa,
a KJIMHUYeCKUe IIPOSB/ICHN Y JKeH-
IIVH 1 AeBOYEK 1100 MYHVMAa IbHEL,

b0 OTCYTCTBYIOT. B Hacrosimee
BpeMsI He BbI3BIBAET COMHEHMIT TOT
¢dakT, YTO KIMHUYEeCKas KapTu-
Ha y XXEHIIVH, CTPajaoliNX 9TO
[MaTOJIOTHMEl, MOXET OBITb TaKOll
JKe APKOJ, KaK y My>X4uH. B mpo-
moM 6one3ub Pabpu onuceBanm
Kak 3aboneBaHue, feboTUPYIOIEE
Ha BTOPOM-TpPeTbeM AeCATUIeTUN
xknsHn. Ceifyac yCTaHOBIEHO, YTO
K/IMHIYeCKNe IPOsIBIeHNs 60/Ie3HN
MOT'YT BO3HMKATh B IIEPBBIE TOXBI
JKU3HY, 8 HAaKOIIGHME HaTONOTHU-
4ecKoro cybcrpara B KJIeTKax op-
raHu3Ma, IPUBOJsIee K Pa3BUTUIO
CHMIITOMOB, HA4MHAETCSI BO BHYT-
pUyTpOOHOM Ilepuoje pasBUTUI
[2]. Bonesup Pabpy mo-mpexxHe-
MY OTHOCAT K PeJKMM reHeTudec-
KM 3a00/IeBaHMAM, MOCKOIBKY
ee pacnpoOCTPaHEHHOCTb, 110 JaH-
HBIM MEX/YHApOJHBIX MCCIeL0Ba-

HUI, Konebnercsa ot 1:117 000 pmo
1:476 000 >kxMBBIX HOBOPOXKJI€HHBIX
[3, 4]. Mexny TeM, KaK IOKa3aln
pe3y/IbTaThl MacCOBOTO CKPMHUHTA
HOBOPOX/IEHHBIX, IPOBEJJEHHOTO
B Mranum, gactora 3abomeBaHus
HaMHOro Bbimre — 1:3100 merenn [5].
Takum 06pasom, pefKOCTb JAHHOTO
3abo/leBaHNA BBI3bIBAET COMHEHIE,
a HU3Kas BBIABISIEMOCTb CKOpee
Bcero obycnoBeHa monnMopdHoi
K/IVMHMYeCKOJ KapTUHOI, Hecllel -
(GMYHOCTPIO MHOTUX PAHHUX CUMII-
TOMOB (MUKPOIPOTENHYPUA, 60D
B KOHEYHOCTSIX, )KMBOTE, aPUTMIUS)
U HEIOCTaTOYHOI OCBeJOMJIEHHOC-
ThI0 MEIUIIMHCKO 00IeCTBEHHOC-
TU O JaHHOI pobeMe.

C 2001 r. B MUpPOBOI MeIULIMHCKOII
npaktuke npu 6onesHu Pabpu uc-
HOTB3YIOT CHennduIecKyio maro-
TeHeTUYecKyIo (pepMeHTO3aMeCTH-
TEJIPHYIO TepPaIluIo, IIO3BOJIAIOLIYIO
IIpU paHHeN AUArHOCTMKE M CBOe-
BpeMEHHOM Hayajie Je4eHUs IO-
BIMATD Ha T€YEHME ITOTO TSXKENO0-
0, HEYKJIOHHO IIPOT'PeCcCUPYIOLIEro
3a00JIeBaHM .

OHPEAEIIEHME U TepmuHonorua

Bonesup ®abpu - TsKenoe, mpo-
rpeccupymoliee HacIe[CTBEHHOE
3aboreBaHue, OTHOCSIIEECs K -
30COMHBIM 0OJI€3HSAM HaKOIIe-
HH1A, CBA3AaHHOE C HapyHWEHNAMU
MeTtabonusma cOUHTONUNIULOB,
sABJsIONleecs OfHON u3 dopm
COUHTONMNITNTO30B.

JddekTBHad hapmarorepanua. 3/2015



Brepssre 60mesup Pabpu 6bia onn-
caHa B 1898 r. iByMsA fepMaToioramMu
He3aBMCHMO APYT OT Apyra — JIxo-
HoMm Qabpu (J. Fabry) ns I'epma-
Huu n BunpsamoM AHZepcoHOM
(W. Anderson) n3 Aurmmn. Cyecr-
ByeT I IPyroe, MeHee PaclpocTpa-
HeHHOe Ha3BaHMe 3ab0NeBaHMA —
6onesub AHnepcona — ®abpn.

3Tuonorua n natToreHes

B ocHOBe maroreHesa jie>kaT MyTa-
uuu B reHe GLA, KOTOpbIit KOgupyeT
¢depmeHT anbda-ranakrosnnasy A.
I'eH KapTMpPOBaH Ha JVIHHOM II7Iede
X-xpomocoms! (ydacTok Xq22), TO
eCTb TUII Hac/lefoBaHNA 6ONe3HN —
X-cuenieHHbIil. VIMEHHO 1TO3TOMY
Janie 60/IeI0T MaTbYMKI U MY>KUM-
HbI. VIHTepecHO, 4TO >KEHIIMHBI —
HOCUTEJIbHNUIIBI MYTaHTHOTO TeHa
MOTYT MMeTb KIMHUYECKYI0 KapTH-
Hy 3abo/eBaHIsA, MHOIZIA He MeHee
TAXKENYI0, 4eM Y TOMO3MIOTHBIX
myx4uH. He uckmodeno, 4ro sra
ocobeHHOCTD 60me3uu Pabpu cBs-
3aHa ¢ (EHOMEHOM MHAaKTUBAIVN
310poBOJ1 X-XpOMOCOMBI, ONMCAH-
HpiM MLF. Lyon [6].

I'en GLA cocTouT U3 ceMu 39K30-
HOB, pacIipefie/IeHHBIX 6ojee yeM
mo 12 mapam HykneoTupgos. [le-
¢dextnl reHa GLA upesBbIyaitHO
pasHooOpa3Hbl. ONMCAaHO CBbIIIE
400 MmyTauuii. bonpmIMHCTBO M3 HMUX
ceMeriHble. Yale BCTpedaroTCsa MIC-
CeHC- U HOHCeHC-myTanuu. bonee
HpOTSKEHHbIe Jelelyy U MHCep-
Uy 0OHAPYXMBAIOTCS pexe [7].
HepocTaTO4HOCTD M1M30COMAIBHOTO
¢depmeHnTa anbda-ranakTo3ugasel A,
kopupyemoro reHoM GLA, BbI3bIBa-
eT aKKyMYIALWMIO HelTpaabHBIX
COUHTONMUIUAOB C TePMUHATbHBI-
MU OCTaTKaMu anbda-raJakTo3uia
B JI30COMaX pasHBIX TKaHel yeso-
BEYECKOTO OpraHusMa 1 (pusnono-
TMYeCKNX KXNUAKOCTAX. OCHOBHBIM
aKKYMYIUPYEeMBIM COUHTONININ-
JIOM ABJIAETCS ITI0O0TPIUO3NIILepa-
mup (Gb3) (gpyroe HasBaHme — Ie-
paMUATPUTEeKCOTN]). B opranusme
3[JOPOBOTO Yel0BeKa rI060Tpuo-
3MILEPAMUL, ABJIAIOIINIICA OGHUM
U3 IPOAYKTOB pacHasia CTaperolx
PUTPOLNUTOB, pacCUIeN/IAeTCsA aflb-
¢da-ramakTosnmazoi A Ha JTaKTO3y
U JIaKTa3yaLepaMuz. Y manueHTa
¢ 6onesnpto ®abpu Gb3 Hakan-
JMBAaEeTCA B 9HJOTENNANbHBIX,

Meauarpus. N2 1

Tema Homepa: opdaHHble 330011683

NepUBACKY/IAPHBIX U TITaZKOMBI-
LIeYHBIX KJIETKaX KPOBEHOCHBIX CO-
CYZIOB, FTaHITIMOLMTAaX BETeTaTMBHOM
HEPBHOII CYCTEMBI, SIUTENNATbHBIX
KJIeTKaxX IOYeYHBIX KIYOOYKOB
U KaHanblieB, KapAMOMUOLNTAX,
a Tak)Xe B pOrOBHIle, IMCTHOLN-
TAapHBIX U PETUKYIAPHBIX K/IETKaX
COEIVIHUTENbHOI TKaHU, YTO HpPU-
BOJZUT K HapyumeHUAM (QyHKIWI
CePJIEYHO-COCYUCTON CUCTEMBI,
II0YeK, HEPBHOM CUCTEMBI, JKelTy-
TOYHO-KMIIEYHOTO TPAKTa, KOXM,
OpraHOB 3peHNA U CIyXa.
V3y4yeHne reHo-¢$peHOTUNNYECKUX
KOppensALuil COMPSXKEHO C PAXOM
TPYAHOCTE — HU3KOJ 4acTOTON
BBIsABNICHNS 3a00/eBaHUsA, ceMeil-
HBIM XapaKTepoM OOJbIIMHCTBA
MyTrauuii. Ha maHHBII MOMEHT
CYIeCTBYeT TMIIOTe3a O TOM, YTO
MOMMMO CIelnu(UKNA OTHETbHBIX
myTtanuit Ha ¢popmupoBaHne de-
HOTUIIA BIUAIOT JPYyTrue TeHbl. TO
NIpe/IIO/IoKeHe CBA3AHO C TEM,
YTO HOMMMOPPHOCTD KIMHUYIECKON
KapTUHBI C HATMIMEM KaK TAKENbIX,
TaK ¥ MATKUX (PEHOTUIIOB MMeeT
MeCTO JlaXKe Y YIeHOB OfHOI ceMbu
(8, 9].

Knunnueckune npoAsieHna
N CMMNATOMbDI

ITepBble KIMHMYECKNE TIPOSABIEHUA
6omesun Oabpy 06BITHO BO3HUKA-
10T B IOJPOCTKOBOM ¥ IOHOIIECKOM
Bospacre. Ilpassia, B psage coydaes
pUSHAKY 3a60/IeBaHMsA MOIYT fe-
OI0THPOBATH B TPU-YETHIPE FOAA UIN
He IIPOABUTHCS [JO TPEThEro fiecs-
TUIETUA XXU3HN. VIsHayanbHO B Ka-
yecTBe KJIaCCUMYECKOro BapMaHTa
6omesun @abpu paccMaTpuUBanoOCh
MYJIBTUCUCTEMHOE IOPaKeHNE Y Ta-
LIMEHTOB MY>XCKOTO Iojna. Brocnen-
CTBUM OBIIM ONMCaHBI TaKMe aTH-
INMYHbIe MOHOCKCTEMbIE BApUAHTHI,
KaK KapAMOIOTMYeCKMIl, peHalb-
HBII ¥ TIPOMEXYTOYHBI (B 3aBUCH-
MOCTY OT NPEUMYIIECTBEHHOTO II0-
pakeHMsI OIpeJe/IeHHOI CUCTEMBbI)
[10-12], a Takxe ycTaHOBIEH PakT
Ha/IM4uMs MYIbTU- Y MOHOCHUCTEM-
HOTO MOPaYKeHM: y AeBOYEK U XKeH-
muH [13-15].

Hespomnaruyueckass 60nb, Mnn ax-
pomapecTe3unu, Hambomee 4acTo
ABJIAETCSA MEPBBIM CMMIITOMOM 3a-
6oneBaHus u oTMedaeTcst y 60-80%
ImeTei ¢ KJIacCUYeCKoil 60Ie3HbI0

Ny
3

/13HauanbHo B KauecTBe KNaccuyeckoro
BapvaHTa bone3Hin Pabpu paccMarpuBanoch
MYNBTACUCTEMHOE MOPaXKeHHe Y NaLueHTOB
MY>CKOro nofa. BnocneacTsim Obinu onucaHbi
TaKue aTniyHble MOHOCUCTEMbIE BApUAHTDI,
KaK KapAMonornyeckmii, peHanbHblil

1 IPOMEXXYTOUHbIN, A TaKXKe YCTaHOBMEH

(haKT Hannuma MyNbTv- i MOHOCUCTEMHOTO

NOPaXKeHUA Y AEBOUEK U XKEHLLIMH

®abpu [16, 17]. AkpomapecTtesun -
9TO I/INTeNbHBbIE, NHTEHCUBHBIE
XKIy4ue, KOTIOIiNe, N3HYPSIOIe
60711, BO3HMKAIOLIME B NUCTANb-
HBIX OT/e/IaX KOHe4YHocTel. B 3a-
BUCUMOCTU OT JIUTEABHOCTH
M MHTEHCUBHOCTY PA3INYAI0T XPO-
HIYECKYI0 HEBPONATNYECKY0 0O0TIb
CpenHell MHTEHCUBHOCTY, NPU-
CYTCTBYIOLIYI0 MPAaKTUIECKHU IOC-
TOSIHHO, ¥ 913041 YeCKYI0 (KpU3bl
@abpn). Kpussl mpomgomKanTcs
OT HECKONMbKUX YaCOB JI0 HECKOJIb-
KUX CYTOK M XapaKTepU3YITCs
BBICOKOJ MHTEHCUBHOCTHIO OO
BonpHBIE YacTO OMMCHIBAIOT €€ KaK
HeBBIHOCUMYI0. TpurrepusiMu dak-
TOpaMu, KOTOPbIE YCUINBAIOT XPO-
HU4ecKye 60U U CIOCOOHBI CIPO-
BOLMPOBATh 6OJIEBOIT KPHU3, CITY>KaT
¢dusnyeckast HarpysKa, yCTanoCTs,
CTpece, TUIepTepMus, TIpeObIBaHEe
B [YIIHOM IOMELIeHMH, TepeMeHa
noropsl [18]. s manyeHnTta Mmydn-
TEeJIbHBI He TOTBKO XapakTep 6o,
ee MHTeHCUBHOCTD I [UINTETBHOCTD,
HO U MUHUMAJTbHAS PeaKIlus Ha Me-
TOZBI 06e300MMBaHMA. DTO CYIIeCT-
BEHHBIM 00pasoM BO3HeCTBYeT
Ha KauyecTBO XXM3HM ITallMI€HT4, €T0
IICMX03MOLMOHANIbHYI0 cdepy. Hac-
TBIe COCTOSIHMS, CONMYTCTBYIOI]/E
XPOHMYECKON HEBPONATUYECKOM
6o, — cHIDKeHMe (OHA HACTpoOe-
HUsl, VHBIHE, TEIpeccysi, HU3Kas
MOTHUBAIMS K XXM3HU BIJIOTH JI0 TIO-
IBITOK CYMIIV/A.

To4uHBII MeXaHN3M pPa3BUTUS He-
BpOTATH4eCKOl 6Onu He siCeH.
ITpepmonaraloT, 4To OHa 00yC/IOB-
JleHa OT/IOKEeHWUEM MaTONOTHNYEC-
KOro cybcTpara B aKCOHaX HEPBOB,
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HopameHme noyek — Hanbonee

cepbe3Hoe npoAsneHie 6onestin Padpu.
OZHUM 13 NepBbIX NPU3HAKOB AUCOYHKLINN
NOYeK, Kak NpaBuio UMeloLLien MecTo

y [eTeil 1 NOAPOCTKOB C 00NE3HbBI0

(Dabpw, ABNAETCA MIKPOMPOTEUHYPUA

13

1 MIAKPONbOYMITHYPUA

(3kcKpewna anbbymuHa ¢ Mool

ot 30 70 300 mr/cyT)

CUMIIATMYECKIX TaHIINAX, 3ATHUX
KOpelIKax CIIMHHOTO MO3ra 1 vasa
nervorum [19]. B psage cnydaes
C BO3PACTOM Y IIallMIeHTOB ¢ 6oses-
Hpi0 Pabpyu HapylaeTcss TAKTHU/Ib-
Has, TeMIleparypHas u GoseBas
YYBCTBUTEIBHOCTD, YTO IPUBOJUT
K YMEHBIIECHNUIO MHTEHCUBHOCTY He-
Bpomarudeckoit 6omu [20]. OpHako
6OJBIINHCTBO MALMeHTOB MCIBITHI-
BaIOT 6OJIb B TeUeHNe BCell KU3HIL.
YacTeIM CMMIITOMOM 0O/NE3HM sIB-
NsIeTCsA AHTUAPO3 U TUIOTUPO3
(oTcyTcTBUe mOoTOOTHENeHNA). Pexxe
BCTpedaeTcsl IUHeprufpos (u3ost-
TOYHOe moTooTaeneHne). CHIUKe-
HUe IOTOOT/E/IeHN S YacTO COIpO-
BOXKJIaeT HEBPOIATUYECKYI0 OOIb
M CTAHOBMUTCS elile OJHOM MpUYu-
HOJ IIJIOXOJ II€PEHOCUMOCTH >Kap-
KOJI TIOTOJbI, JYUIHBIX TIOMENIeHMI
1 GU3NYECKVX HAI'PY30K BIUIOTD JI0
PasBUTHA TUIOTUMUYECKUX, 0OMO-
pouHbIX cocTosAHMII. Hapymenue
MIOTOOT/IeTIEHNS CBA3AHO C OT/IOXKe-
HyeM CUHTONMUIIN/IOB B TKAHSX 110~
TOBBIX JKejle3, KPOBOCHAOKAIOIIX
MX COCYJIOB, a TaK>Ke Iepudepuyec-
KOTO 3B€Ha BETeTATVBHOII HEPBHOI
CUCTeMBl. AHTUAPO3/TUTIOTUAPO3
0COOEHHO XapaKTepeH JIs JeTei
U TIOAPOCTKOB. JJaHHBIE 3TEKTPOH-
HOJl MMUKPOCKOIMM IIOKa3bIBAIOT
y HUX BBIPaXXEHHYVIO eTeHepaljinio
CEeKPETOPHBIX U MUOSMNUTETUATD-
HBIX KJIE€TOK IOTOBBIX enme3 [I,
21-23].

[pyrue HeBponoru4ecke mposise-
Hus 6onesuu Pabpu — repebposac-
KyJIApHbIe HapyIIeHUs, COPOBOX-
[alo[ecsi HOBBIIIEHHBIM PUCKOM
nHcynbra. OgHAKO B [IETCKON IO-

a HoMepa: OphaHHble 3a00neBaHuA

OyJISLUN 9TY KIMHIYECKIe CUMII-
TOMBI pefKu. Y psAja MalMeHTOB
OTMEYAIOTCS IpexXofsAliye Hapyle-
HUsA MO3TOBOTO KPOBOOOpAIeHNUs
¢ 12 ner [24]. B xopme uccnenoBanms
«VIHCYIBT y MOJIOABIX IAI[MEHTOB
c 6onesnpio Pabpu», HpoBeaeH-
HOro B 15 eBpomeiicKux cTpaHax,
6111 06cmenoBanbl 5023 mamyeHTa
C MIIEeMUYECKNM ¥ TeMopparmdec-
KVMM MHCY/IBTOM, a TaK)Xe TPaH3U-
TOPHBIMM MIIEMMYECKMMU aTaKa-
mu. JuarHos 6onesuu Pabpu 61
HocToBepHO ycTaHOBeH Y 27 (0,5%)
60/1bHBIX [25].

ITopaskeHue IIo4YeK — HanboIee cepb-
esHoe nposBieHue 6onesun Pabdpu.
OJHMM W3 TIePBBIX IPU3HAKOB JVIC-
(bYHKI[UY IIOYeK, KaK IPaBUIO MMe-
IOIIeNl MECTO Y JieTeil U MOJpPOCT-
KoB ¢ 6one3Hbio Pabpu, ABnAeTCA
MUKPOIIPOTEVHYPUA U MUKPOAIID-
OyMUHYpHUs (3KCKpeuys anboymu-
Ha ¢ Moyoit oT 30 go 300 Mr/cyT).
B cuny HecenuaHOCTY 1 Hemoc-
TOSIHCTBA 3TOMY CUMIITOMY YacTO
He TpPUJAT 0COOOro 3HaueHus,
YTO YPEBATO MO3/HEll MOCTAHOBKOI
puaruosa. ITo Mepe mporpeccupo-
BaHIIS 3a60/IEBAHIIS I TIOCTEIIEHHO-
ro HakorteHus Gb3 B kimyboukax
Y KaHaJblIaX CHIDKaeTCs QUIbTpa-
I[MOHHAsl M KOHIEHTpPAIMOHHAs]
crioco6HOCTD moYek. BriociencrBun
dbopMupyeTcst XpoHMIeCKast Toved-
Hasl HEJIOCTATOYHOCTD, Tpebyrommast
MICIIONIb30BAHNA TeMOfIaN3a U SB-
nsIasics Harbojee 4acTol mpu-
YIHOJ JIeTa/IbHOTO MICXO/A IIPU 3TOM
maronoruu [26, 27].

CHUMIITOMBI TTIOpa)kKEeHNA CepPHeTHO-
COCYAMCTOI cUCTeMbl IIpu 6omes-
Hu Pabpu MOTYT HPOABIATHCSA
B BUJEe HapyLWIEHNI PUTMa cepplia
(cympaBeHTPUKYIAPHAs TaxMKap-
IV, XKeTyOUYKOBas 9KCTPACUCTO-
151, MOBBIIIEHNS apTepPUATbHOTO
DaBJIeHUS, TUIEPTPOPUIECKOIN
KapguOMMONaTuM, CEPAEYHON He-
mocratoyHOCTH. [IpmunHOil Kapan-
OJIOTMYECKUX IPOsABJIEHNIT 60Ie3HN
CTaHOBMTCs HAKOTITIEHe CPUHTONNU-
[U/{OB IPAKTUYECKY BO BCEX CTPYK-
Typax cepplia: SHIOKapie, MUOKap-
Iie, IPOBOJ LN CUCTeMe, KPYITHBIX
U MENTKMX KOPOHAapHBIX COCYHAaX,
BereTaTMBHOV HEPBHON CUCTEME,
perynmpypomei cepaedHblii puTM.
ITopaxeHue ceppua NpOABIAETCA
pasIMYHBIMU cuMOTOMaMu. B mop-

POCTKOBOM BO3pacTe y OOIbHBIX
OTMEYAIOTCSI IePUOAIIeCKIIe IO b-
eMBI apTepMaNbHOTO aB/IeHUs, KaK
IpaBUIo, 6€CCUMIITOMHBIE BapyUaH-
TBI APUTMMUIL, 3aPETUCTPUPOBAHHbIE
Ha 9/IeKTpOKapanorpamme. B 6omee
CTapIueM BO3pacTe NMaIIeHThl MOT'YT
IPeADBBIATD )Xa/100bI Ha 6011 B 06-
7IacTU Ceppla, cepalebuene, rono-
BOKPY>XeHIIe, AUCITHO9, CHHKOIIA/Ib-
Hble cocTosiuyst. Kapanonornyeckue
OCJIOXKHEHNsI — ellje OfjHa IIPUYMHA
COKpallleHUs IPOJOIKUTENbHOCTH
JKU3HU M PAHHETO JIeTaIbHOTO WC-
XOJIa MalneHToB ¢ 601e3Hb0 Pabpn
(28, 29].

Tunu4Hble KOXHDbIE IPOABIECHUA
6omesnn Oabpu — aHIMOKEPATOMBI
MOTYT HabII0JAaThCsA Y HAILMEHTOB
B paHHeM [JeTCKOM Bo3pacTe. AHTH-
OKepaTOMBI NPEefCTABISAIT CO00I
MeJIKJie, BBICTyTIAloII /e HaJ| OoBep-
XHOCTBIO KOXM 6e360/e3HeHHbIe
AQHTMOMBI TEMHO-KPACHOTO IBeTa.
ITepBble 3/1eMEHTHI YaCTO MOSIBIISI-
I0TCsI B IOAPOCTKOBOM BO3PAcTe,
B OOJIBLUIMHCTBE CIydYaeB OBIBAIOT
eIVHUYIHBIMA ¥ MOTYT UMEThb HETHU-
HMUYHYIO TOKaIM3aunio (i, rpys-
Hasi KJIeTKa). Y B3pOC/IbIX MAL[IEHTOB
OHM HOCAT BUQY3HBIIL XapaKTep,
MOTYT CIIMBAaTbCs, HO OOBIYHO Mpe-
obnmajaroT B obmactu befep, MymKa,
SATO[NII, HVDKHEN YacTH >KMBOTA
1 npoMexHocTu. Jlokanumsanusa
arHMOKEPAaTOM Ha CIM3MUCTHIX 000-
JI0YKaX MOJTOCTM PTa, KOHBIOHK-
TUB, BEPXHUX [IbIXaTeTbHBIX MyTell
BcTpedaercs pepxo. Cpean gpyrux
KOXXHBIX TPOSIB/IEHMIT OTMEYaI0TCs
numdeneMa HUKHUX KOHEUHOC-
Teil, U3MEHEHM s IJIOTHOCTYU BOJIOC
Ha TeJIe.

ITopaxenne oprana 3peHns y Mauu-
eHTOB C 6071e3HbI0 Pabpy nMeeT psijy
crenduyecKnx 0CO6EHHOCTEN, 4TO
MO3BOJIAET HPU UX OOHAPY>KEHUU
IPEANOIOKNUTb HAMNYNUe 9TOTO 3a-
6onesanns. Hanbomnee xapakTepHo
«MYTOBYAaTOE» IIOMyTHEHNE POTO-
BUIBI (TaK HasbiBaeMas BOPTEKC-
Hasl KepaToIlaTus, UK cornea ver-
ticillata) - u3MeHeHMe B POroBuMIlE,
HalOMMHAKOIIee MYIOK JUCTHEB
VIV JIETIeCTKOB Ha KOHIle CTeOsIs
U, KaK IpaBU/IO, He IIPUBOAAIIEE
K HapyLleHMsM 3peHus. JIpyrum
HAaTOTHOMOHUYHBIM CHMITOMOM
SIB/ISIETCSI IOMYTHEHNUE XPYCTaINKa
B BIJIe paJia/IbHON 3aJHell CyOKar-
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CYJISIPHOI KaTapaKThl — KaTaPaKThI
®abpu u ByCTOpOHHEI IepefHell
KaIICyJIAPHOM U IOJKAICYAAPHON
KaTapakKThl. J[pyrue mposBIeHUs
HapylWeHMUn CO CTOPOHBI Opra-
Ha 3peHUsI — KOHBIOHKTUBAIbHBIE
AQHEBPM3MbI, OTEK 3PUTENIbHOI CeT-
YaTKM W/UNYM [MUCKA 3PUTENbHO-
ro HepBa, aTpodusa 3pUTETBHOTO
HepBa, a TaKXXe paclIVpeHNe pe-
TUHATBHBIX COCYHOB. Y OGOIBHBIX
MOJKET YCUINBATHCS U3BUTOCTH
COCY/IOB KOHBIOHKTUBBI (0COOEHHO
110 3a/fHEMY TIOJIIOCY) [21-23].

S. Pitz n coasr. (2009) omucanu npu
6omesan Gabpy cTyday ONTIIECKOTO
HEBPUTA, IPOABIIAIOIETOCA Hapylle-
HIAMM TI07Ieil 3pens ¢ GopMMpoBa-
HYEM LJeHTPa/IbHBIX CKOTOM [30].
Hapymenne cmyxa - ogHO U3 Tu-
OMYHBIX MPOSIBIEHUN 6O0Ne3HU
®abpn. Y B3pOCHBIX NAaIMEHTOB
B 6O/BIINHCTBE CIy4aeB GopMupy-
eTCs1 HelPOCEHCOPHAsI TYTOyXOCTb.
K 6oree paHHUM CHMMIITOMaM, BO3-
HUKAIOLVM B JETCKOM I IIOAPOCT-
KOBOM BO3pacTe, OTHOCATCSA IIYM
(3BOH) B ymax (OZHO- MU ABYCTO-
POHHUII) ¥ TONIOBOKPY KEHUeE.
lacTtposHTeponornyeckmue nposAs-
7leHVs1 60Ie3HI MOTYT OBITH OLHIM
U3 HeOITHBIX CUMITOMOB 3abore-
BaHIL, HO B CUJTY MasIoit crienuud-
HOCTH CITy>KaT KOCBEHHBIMI MapKe-
pamu 60one3nn Pabpu B coyeTaHUN
¢ fpyrumu 6oree TUIMYHBIMY CYM-
nromaMmu. Yacto HabmogawTCA
CXBaTKOOOpasHbIe 6O B KUBOTE,
B3JlyTUe XXMBOTA, HEYCTOWNYIMBBIN
CTYJI, TOIIHOTA, PBOTA, CHIDKEHIIE
annerura u fepuuut Beca [31].

K 6onee penxum 1 MeHee creryuguy-
HBIM CHMIITOMaM 3a060/IeBaHMs OT-
HOCSITCSI 0COOE@HHOCTY BHEIIHOCTH
(M3MeHeHM s 110 TUITY aKpOMeTaIni),
HapyIIeHN IbIXaHUA, aHeMU s, CKe-
neTHble aHOManuu (medopmanns
AMCTATBHBIX OTAE/IOB MeXdanaH-
FOBBIX CyCTAaBOB IIA/IbL[EB PYK C Ha-
PYLIEHNEM UX IOABV>KHOCTM, YTO-
I[eHMe KOHI[eBbIX (ha/laHT MasbleB
1o Tuny 6apabaHHbBIX IaI04eK), OC-
TEOIEHMNsI, OCTEOIOPO3, TPEIINHbI
U 9PUTEMATO3HbIE U3MEHEHNUs IPU-
GOBIIHBIX COCOYKOB Ha JOP3a/IbHOI
HOBEPXHOCTY A3bIKA, ITIOCCUT, I'Pa-
HYJIEMAaTO3HbBINl XENINUT, TUIIOTHU-
peos, 3afiep>KKa II0I0BOTO PasBMU-
T, npuanusM u ap. I[Ipu 6onesun
®abpu npuMepHO B [jBa pasa Jalie
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OOBIYHOTO BCTPEYAIOTCS KUCTHI
U TICEBIOKMUCTBI MAKCUIISIPHBIX CU-
HycoB [21-23].

HnarHocTuka

Inarnos 6onesun Pabpu o6bIu-
HO YCTAHAB/IMBAIOT Ha OCHOBAHUI
TUINYHON CUMITOMATUKU U/UTIN
OTSTOIL[EHHOTO TeHeaOrMIeCcKOTO
aHaMHe3a, a TaK)Ke JAHHBIX 00beK-
TUBHBIX Ta0OPATOPHBIX METOJOB
AUArHOCTUKU. [IpefcTaBUTENAM
MY>KCKOTO IIO/a AMArHO3 MOXXeT
OBITD ITOATBEP>KAEH IPY BbISIBICHUN
MIOHVDKEHHO aKTUMBHOCTU anbda-
raJlakTo3Maassl A B KpoBu (JIeiiKo-
LIMTHI), MaTepuaje 6MOICUY MOYeK,
KyZIbType KOXHBIX Ppubpobractos
VTN IPYTUX OMOIOTMYECKUX CPefiax.
CriefiyeT IIOMHUTB, YTO YPOBEHD alb-
¢a-ramakro3npassl A B KpOBU y fe-
BOYEK J >KeHIIVH HeMHPOpPMaTBeH,
IIOCKO/IbKY 13-32 IPOLIECCOB MHAK-
TUBALMM X-XPOMOCOMBI Y IpeAcTa-
BUTEJIbHIL] YKEHCKOTO TI0/1a YPOBEHb
depmeHTa MOXKET OBITH PE3KO CHU-
YKEHHBIM VIV HOPMaJIbHBIM Ja)Ke IIPYU
Ha/IMIMY KITMHUYIECKUX TIPOsIBIEHNUI
6onesun ®abpu [32]. Haubornee Tou-
HBIMI IVMArHOCTIIECKMMI METOfIAMI
IUISL HUX SIBJISIIOTCST MOJIEKY/LIPHO-Te-
HeTUYeCKMIl aHa/Iu3 1 oOHapyKeHue
crieruduuecKux (IIaToreHe TUIeCKIX)
myTanmit B reHe GLA.

[Ipy HaMMYIUY CEMENHBIX aHAMHEC-
TUYECKUX JAHHBIX 0 6ore3un Pabpu
JICTIOIB3YIOT METORBI ee IIpeHaTab-
HOJ ZMaTHOCTUKM — MCCIeTOBaHMe
BOPCVMH XOPMOHA VI/VJIM KY/IbTYPBbI
KJIETOK aMHUMOTUYECKOI KUITKOCTU
Ha 9-11-11 Hefene GepeMEeHHOCTU
C IIOCTIeAY IO MM M3y YeHMEeM aKTVB-
HOCTK anb(da-rasakTo3upassl A u
nposenenneM [JHK-ananusa [33].

InddepeHunanbHan AnarHocTuKa

Bonesoit cuHppom mnpu 6one3Hu
®abpu HeobxomuMO AUbdepeHIn-
pOBaTh OT PeBMATOMJHOTO apTpPUTa,
peBMaTu3Ma, CUCTEMHON KPacHOM
BOMYaHKY, 6onme3Hu Peiino, ¢ub-
pommanrun. B geTckoM u mogpocr-
KOBOM BO3pPacTe €ro TaKXe CIefyeT
OT/INYATD OT TAK HAa3BIBAEMBIX OOIEl
pocra [1].

IOndoysuyo aHrmoxkepatomy Ty-
noBuma mupu 6omesHu Pabpu
nuddepeHIUPYIOT OT CXOXUX
BbIchImaHui npu GMI1-raHramnosu-
Io3e, [IMKOIIPOTeNHO3axX (acmapTu-

JIIIMKO3aMUHYpus, PyKo3nnos, He-
Ta-MaHHO3UI03, cuanumos tuma II),
a TaK>Ke OT IIeTeXMaIbHOIL CHIIY IIPU
MHEeKIMOHHBIX 3a00/IeBaHMAX, Te-
MOPPAarn4ecKoil TeeaHIMO9KTa3UN
Panmio - Ocrnepa — Be6epa, aurnoxe-
parombl Mubenm, MHOKECTBEHHBIX
nedunntoB pepmMeHTOB (ramakro-
cuanupos, 6onesup Kansakn) [1, 21,
22].

[acTpOSHTEPOIOTMIECKIIE TIPOSIBTIE-
Hust 6orme3nn Pabpy MOTyT HAIIOMM-
HaTb 000CTPEHsI TACTPUTA, CUHIPOM
PpasopakeHHOTO KHUIIeYHNKa [34].
BopTekcHas KepaTomaTusi MOXeT
MMETb CXOXYI0 KapTUHY IIOpaske-
HJS POTOBUIBI C M3MEHEHUSIMMU
BCJIEZICTBIE OT/IOXKEHS B Hell HeKO-
TOPBIX JIEKAPCTBEHHBIX IPENAPATOB
(ammopmapoH u fip.).

Mporxos

[Tporuos 6omesun Pabpu [ BbI-
3OpPOB/IEHN I HeOIATOIPUATHBIIL.
IIpornos pis XM3HM BO MHOTOM 3a-
BIUCUT OT CBOEBPEMEHHOCTI Bepu-
¢dbuKkanuy AUarHo3a ¥ HasHaYeHUS
COOTBETCTBYIOLIIETO JIedeHus [35].
ITo mamubiM S. Waldek u coasr.
(2009), npepmonaraemasi IpOJO-
JKUTETBHOCTD JKM3HU npu 6oses-
Hu Pabpy y My>XYMH COCTaBJIAET
40-60 net, y >xeHmuH - 40-70 ner
[36].

ITockonbky pepMeHTO3aMeCTUTEb-
Has NpPUMEHseTCs. He TaK JaBHO,
JaHHble O IPOJOIKUTENbHOCTH
JKM3HY MAlMEeHTOB, CTPafaioIinX
6onesupo Pabpu, Ha (oHe TedeH S
moka oTcyTcTBy0T. OZHAKO eCTh
OCHOBaHMA IIOJIATaTh, YTO CBOEBpeE-
MEHHO HaJaTas Tepamus I03BONsIeT
YAYYIINTD Ka4eCTBO M YBENMUUTD
IPOJO/KUTENBHOCTD JKU3HU OOJIb-
HBIX 9TUM 3a00JIeBaHVEeM.

Jleyenue

Ha panHOM 9Taime pasBUTHS Mefu-
OUHBL PepMeHTO3aMeCTUTeIbHAS
Tepanus — Hanbosnee 3G PeKTUBHDIIN
Merop nedenus 6onesun Dabpu,
HO3BOJIAIOI I HOPMa/IM30BaTh Me-
TabOIMYeCKe HAPYIIEHNUS U 3aMef-
JIUTD IPOrpeccUpoBaHye OONIe3HN.
CBOeBpeMeHHO HayaTas MaTOTeHe-
TUYeCKas Tepanus I03BOJIAET 3Ha-
YITE/TbHO CHU3UTDH MHTEHCUBHOCTD
HeBPOIATUYECKON 00N BIJIOTH
IO ee IOJHOTO MCYe3HOBeHus [37],
YIY4INTD CyX [38], HOMOXKUTEND-
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npenapara AnA neveus boneHu Gadpu:

Pennaran® (arancuzaza ansga), nony4eHHbIil

CCNOb30BAHNEM KYTIbTABIPOBAHHbIX

(G1OP0BNACTOB KOXIA YenoBeka

11 33PErVCTPUPOBAHHbI ANA UCTIONb30BaHNA

B 03¢ 0,2 MI/KT 0/ a3 B /1Be Henesu,

v 0abpa3im® (arancuaasa bera),

ﬂpOVISBe)JEHHbIVI CTOMOLL|bIO TEXHONOT X

peKoMOnHaHTHoM JIHK Ha KneTkax

KITAIACKOr0 XOMAYKA 11 3aerucTpupoBaHHbI
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[N UCTI0b30BaHIA B Ao3e 1,0 Mi/kr

OZH Pa3 B BE HesieM

HO BJIMSIET Ha COCTOSIHME ITOYeK [39,
40], cepe9HO-COCYANCTON CUCTEMBI
[41, 42], KynupyeT raCTpOMHTECTH-
HaJIbHBIE IPOsIB/IeHN s 607e3Hn [34].
B Hacrosiiiee BpeMsI CYILLieCTBYIOT /1B
dbepMeHTO3aMeCTUTENPHBIX Mpemna-
para mys nedenus 6omesnu Dabpu:
Pennmaran® (arancupasa anbda)
(Shire, Cambridge, MA, USA), mony-
YEHHBIII C CIIONb30BAHNEM KY/IbTH-
BUPOBAHHBIX puOP06IaCTOB KOXKI
4Yel0BeKa UM 3aperuCTPUPOBAHHBIN
IUISI UCTIONIb30BaHMA B o3e 0,2 Mr/Kr
OZMH pas3 B iBe Hemenu, u Gabpasum®
(aramcupasa 6era) (Genzyme Corp.,
Cambridge, MA, USA), npousse-
INEeHHBI C IIOMOIIBI0 TEXHOJIOIMU
pexombunantHoit JJHK Ha kimetkax
KUTaCKOTO XOMSIYKa U 3aperucr-
PUPOBAHHBIN A/ MCIONb30BAH
B fo3e 1,0 MI/KT ofuH pa3 B [iBe He-
menmn. Oba mpenapara 3aperucTpu-
poBaHbl B Poccun, mpefHa3HaueHbI
I Pery/ispHOrO MOXXM3HEHHOTO
BHYTPUBEHHOTO MUKPOCTPYIIHOTO
BBefleHNs1. besomacHocTh u addex-
TUBHOCTb 000uX pepMeHTOB IOJ-
TBep>KJeHa pe3y/IbTaTaMM psifia paH-
JOMU3MPOBAHHBIX BOMHBIX CIETIBIX
I/1a1}e6OKOHTPOJIPYEMBIX HCCIIETO-
BaHmit [43-46].

A. Mehta u coast. (2008) mpepcra-
BUIM HaHHbIE O CPaBHUTENTbHOI
KIIMHNYeCKOi 3¢ (eKTNBHOCTI Tpe-
[IapaToB arajacupiassl anbda u beTa,
He 00HapyXXIB CYIeCTBEHHBIX pas3-
manin [47].

a HoMepa: OphaHHble 3a00M1eBaHuA

Snonckue uccnenosarenu K. Tsuboi
n H. Yamamoto (2012) ykasanu
Ha OTCYTCTBME Pas/IN4uii B COCTOS-
HUM TAeHToB ¢ 6one3Hpio Pabpu
[IpK Iepexofe ¢ Teparuy mpemnapa-
ToMm arancuaasa 6era (Pabpasum®)
Ha TepaIuio MPErapaToM arajcua-
3a anbda (Permaran®) mo psany 6a-
3UCHBIX TIOKasaTenel (mkama 6omu,
YPOBeHb IJIOMepYIIsIpHOIL (ubTpa-
LMV, MHAEKC JIEBOTO >KEeIYLOUYKa,
[OKas3aTe/lIy KadecTBa >KusHu) [48].
[TpakTuvecky aHa/IOTMYHbIe JAaHHBIE
npuBozaT A. Pisani n coast. (2013)
n3 Vtamum [49], a Takxe A.C. Vedder
n coaBr. (2007) u3 Hupepnaupos [50].
Buenpenne ¢epmeHTO3aMeCTUTENID-
HOJI Tepamuy CTao IPOPLIBOM B Jie-
yenun 6omesun Pabpu. Ho ceropus
MIMEETCs PSL HepeIleHHbIX BOIIPOCOB
0 ee IIPYMEHEHNN B Pa3HbIX BO3PACT-
HBIX T'PYyNIax M >KEHCKOJ IOmyJis-
uuu. B cBA3M ¢ TeM 4YTO KAMHUYEC-
KIi€ CUMIITOMBI 3a0071eBaHMA MHOT/A
MIPOSIBJISIIOTCS TOCTATOYHO ITO3/HO,
B MUPOBOM MEMI[MHCKOM CO0b1IIec-
TBe He CYLeCTBYeT eAUMHOI0 MHEHNS
[0 TIOBOAY KPUTEpVeB MHULIMALIN
(bpeMeHTO3aMeCTUTENbHOI TePaITL.
JlaHHBIT BOIIPOC OCTAETCSI AMCKYTa-
6empHBIM. OH 0CO6EHHO aKTyajeH
UL YKEHCKOII U JeTCKOM IOy IALMIA.
Pexomenparuu skcnepTos [51] co-
ISATCS K CTIeAYIOIIeMYy.

Bo-mepBBIX, B3pOC/IBIE TpeNCTa-
BUTEIM MYXXCKOTO Iojna (cTapiie
16 meT) HYX[AIOTCA B pepMeHTO3a-
MECTUTETIBHOI TePanuy ¢ MOMEHTa
[IOCTAHOBKM IMaTrHO3a.

Bo-BTOPBIX, MaJbuMKaM IO CEMMU
JIeT Tepanus IPOBORUTCS IIPY Ha-
VYUY KIMHUYECKUX TPOSBICHNUI
3aboneBaHus. B caydae nogrBepix-
[€HHOTO JUAarHO3a U B OTCYTCTBUE
CUMIITOMOB JIe4eHle MOXET OBbITh
Ha4yaTo B CEMb — JecATh y1eT [51].
B-TpeTpux, mpeacTaBUTENbHUIIDI
JKEHCKOTo Tmosa a160ro Bo3pacTta
HY>K/IQIOTCS1 B TEPAIINMN TIPY TIOSIBTIE-
HIM KIMHUYECKON CUMIITOMATUKI
3a007eBaHusl.

O BO3MOXXHOCTU U 0€30IaCHOCTU
MpUMeHeHNMsI Ipenapara Pemmaran®
B Te€paIluu JeTeil B BO3pacTe MJIaj-
e ceMu jeT cooburaercss B pabo-
te U. Ramaswami u coasr. (2011),
HabII0IABIINX BOCEMb IMAI[IEHTOB
(cpepuuit Bospact 5,0 + 1,6 rona)
¢ 6onesnpio ®abpu B Teuenue 1,2-
6,7 ropia (B cpentem 4,2 roma) [52].

(umnTomaTuyeckas

U nainaTuBHaAA Tepanua

npu 6onesnu Gabpu
CumMnromarudeckoe nedeHne 6oe-
BOro crHApoMa ipu 6onesnu Gabpu
VCIIO/IB3YeTCsT B Ka4eCTBE JJOIIOJIHE-
HUS K YIIOMSIHYTOI BbIlle (epMeH-
TO3aMeCTUTEIbHOI Tepannu, KOTo-
pasi cHoco6CTByeT 3HAYUTEIbHOMY
YMEHBIIEHNUIO BBIPAXXeHHOCTHU 60N
y HAaIjMeHTOB, OJHAKO MMEET OT-
cpoueHHbl1 9 dexT. Kak npasuro,
yMeHblIlIeHJe 60/IeBOTO CHHpOMa
OTMeYaeTCst TOC/Ie YeThIPeX — HIeCTH
MeCsII[eB HEIPEePbIBHOTO MaTOTeHe-
TIYeCKOro nedeHns. CuMnromarn-
yecKoe JiedeHre 601 y MarueHToB
¢ 6onesupio ®abpu mpegnonaraet
IpUMeHeHNe aHa/IbTeTUKOB, HeCTe-
POUAHBIX MPOTUBOBOCIIANINTEND-
HbIX npenapaTos (HIIBII), mecTHBIX
aHeCTeTMKOB (IIJTACThIPet ¢ MUIOKa-
MHOM) 1 aHTMKOHBY/IbCAHTOB [1, 22,
37]. C aTo¥l 1[eNbI0 UCTIONb3YI0TCA
IpemapaTsl Iperabanny, rabameH-
TVH, A1EHNITUAHTONH, Kapbama-
senyH u p. HapkoTndecknx aHab-
TeTMKOB PeKOMEH/yeTCs U36erarh.
Ilnst moppepxauus PyHKUMIT cep-
JEYHO-COCYJUCTON CUCTEMBI IIPU-
MEHSIOTCS AHTUAPUTMUYECKIe
U TUIIOTEH3VBHBIE IIPeIapaThl, M-
I/TAaHTAl U UCKYCCTBEHHBIX BOJU-
Tejeil pUTMa, KOpOHAPHOE IIYHTH-
pOBaHMe ¥ laxke IepecajKa cepala.
ITpu pa3BuUTHUM y TAL[EHTOB C 60Ie3-
Hbio Pabpy MoYevHOI HeJOCTaTOU-
HOCTU BO3HMKAaeT HeOOXOAMMOCTb
B IPOBENEHNN INPOIEAYP TeMo-
AManmsa ¥/Mau TPAHCIUIAHTALNY
novex [53].

B xauecTBe TpoUIAKTUKY MHCYIIb-
TOB 1 TPAH3UTOPHBIX MIIEMUIECKIIX
aTaK MOTYT IIPUMEHSITbCA aHTU-
TpOMOOUVTApHAs TepaIusi, aHTHU-
KOarymsaHTsl [54].

I3 dapmakonornyecknx mpemapa-
TOB B KOPPEeKI[MU raCTPOUHTECTHU-
HAJIbHBIX CUMIITOMOB IIpu 60/Ie3HN
®abpu, KaK MPaBUIIO, VCIIOTb3YIOT-
€Sl METOK/IONPAaMUJ, ¥ TAHKpe/INIIa-
3a (maHkpeatnH) [55, 56].

s KoppeKuuy HapylIeHnIi cryxa
HAXO/SIT IIPMMEHEeHVIE CITyXOBbIe all-
[apaTsl ¥ MEPOIPUSATHS [0 OTPAHN-
YEHIIO0 TaK Ha3bIBAEMOIl NIYMOBOIA
TPaBMBI.

B masmaTiBHOM JIe4eHNM aHTIOKe-
PaTOM IPUMEHSIOTCS XXUIKIUII 30T,
9/IEKTPOKOATYJISIINS, XUPYpPrudec-
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KO€ yZIa/IeHIe, 4 TAKXKe Pas/InIHbIe
BapMaHThI TadepoTepanun [57].

Knunuueckuin cnyyaii

IManuent JI. 15 ner ¢ 60/me3HDBIO
®abpu Habmopaerca B HayunoMm
LleHTpe 300poBbsa pereii PAMH
B TE€UEHNe MOJyTOpa JIeT C MOMEHTa
IIOCTAHOBKM J[MarHo3a. Y marepnu
manueHTa 6epeMeHHOCTb M POMbI
TaHHBIM peOeHKOM IpoTeKann ¢pu-
3mojorndecku. PassuTue ManbpymKa
1o neboTa 601€3HM COOTBETCTBO-
BaJIO BO3PACTY, OH OTIMYHO yUUJICS
B LIIKOJIE, 3aHMMAJICA CIIOPTOM.
3aboneBaHue febOTIPOBAIO, KOT/A
HalyeHTy 65110 gecath et (2009 1.).
[Tocne ¢pusnyeckoit Harpysku (3a-
HATHUA TEHHUCOM) y manuenra JI.
BIIepBBIe MOABUIUCH OOIb U JKOKe-
Hue B obmactu crom. IToce orpbixa
6071eBOII CUHIPOM OB/ KYIIMPOBaH.
TeMm He MeHee C IielIbI0 MCKIIIOUe-
HUsI TPaBMBI pebeHKa HaIlpaBu-
JIM Ha KOHCY/IBTAlMIO K OPTOIENY.
OpTomneauyeckas MaTonorus Obira
uckiodyeHa. [Tocse B0306HOBIEHM A
3aHATUI TEHHUCOM U/UIN IPyTON
¢usuvecKolt HarpysKM y MaJIbunKa
BHOBb IIOSIB/ISIIACH 6O/ B HIDKHIX
KOHEYHOCTAX C II0[IbeMOM TeMIIepa-
Typbl Tena Ko GpebpunbHbIX 1UP.
bonp HOCuma Xryumit xapakrep,
ee MHTEHCUBHOCTb BapbUPOBa-
J1a OT CpefHeN [0 BBIPA>KEHHOI.
VHorga 601b CONPOBOXAATUCH
napectesusMu. bonb, M3Havyanb-
HO JIOKa/IM30BaHHAsl Ha THUIBHOI
MOBEPXHOCTH CTOII, BIIOCTECTBUN
IepexXofiy/Ia Ha BepXHUe KOHEYHOC-
TU — TBUIbHYI0 MOBEPXHOCTDb KMC-
Tell PyK. YKasaHHbIE CUMIITOMBI
0OBITHO KYIMPOBAIUCH IIOCIE CHA
U OTZbIXA.

PebeHka MpPOKOHCYTBTHPOBANK
cnenuamucTel (peBMaTosor, Ile-
ZMATp, HEBPOJOr) pas3NIUIHBIX
npoGUIbPHBIX MEAUILMHCKUX V-
pexpennit . Mocksbl. PeBmaro-
Jory4eckas Mmatonorus Oblma yc-
KnodeHa. [TanmeHT Habnromancs
C [MarHo3aMy pelyAuBUPYIOIIel
BUPYCHOI MHQEKINY ¥ TEPMOHEB-
posa. Tepanus cegaTMBHBIMU U CO-
CYAMCTBIMU CPeCTBaMy He JaBaja
HOOXUTETBHOTO 3 dekTa.

B TeyeHue MOCIEAYIOMIMNX ABYX JI€T
6071b B KOHEYHOCTAX HapacTaja
II0 YaCTOTe M VHTEHCUBHOCTHU, Ky-
IMpOBaJach TONBKO HOC/IE IpyeMa
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HIIBII. KpaTkoBpeMeHHOe 0ber-
YeH1e IIPMHOCKUIIO NTOTPY)KeHMe HOT
U PYK B XonofHy1 Bofy. C oKTA6pA
2012 r. pebeHOK HAXOAWIICS Ha eXe-
OHEBHOM TPeXKpaTHOM IIpueMe
HUMECYINUAA. DTO CHUXKANIO UHTEH-
CMBHOCTD 00/ ¥ 06JIeryano cocTo-
anue. IIpn oTMeHe mpemnapara 601b
6ecroxomIa Manb4MKa MOCTOSHHO,
ee BBIPAXKEHHOCTD ObI/Ta MHTEHCUB-
HOJ, IEPUOANYIECK HEBBIHOCVMOIL.
B cBsA3u ¢ XpoHUYeCcKUM 60TIeBLIM
CUHIPOMOM peOeHOK HMpeKpaTu
3aHATUSA TEHHUCOM, IlepecTasl Io-
CemlaTh MIKOMy. Y HEro OTMeYasnch
CHIDKeHMe (OoHAa HaCTPOeHMUs, IOo-
BBIIIEHHAs TPEBOXKHOCTD, JeIpec-
CuBHbIe nposApneHusa. Popgurenn
HalMeHTa MOBTOPHO 0OpaTMInNCh
K HeBponory us Hay4yno-npakru-
YEeCKOIr0 ILIeHTpa JEeTCKOM ICUXO-
HeBponoruu JlemapraMeHTa 3gpa-
BOoOXpaHeHus I. MockBbl. bonesoit
CUHZIpOM ObLI MHTEPIPETUPOBAH
KaK aKpoIapecTe3ny, BCIeACTBIE
Yero BO3HUKJIO IpeJIOIoXKeHIe
o 6onesuu ®abpu. Ha ocHoBaHNUM
CHIDKEHMSI aKTUBHOCTHU anbda-Ta-
JTaKTO3MJa3bl A B KpOBU IMArHo3
OB TIOATBEPK/IEH B TabopaTopun
HacCJIeICTBEHHBIX 00Je3Heil oOMeHa
BelecTB MeMKO-TeHeTU4eCKOT 0o
Hay4HOro 1eHrpa Poccuiickoii aka-
meMuM MeIMLIMHCKIX HayK.

Takum 06pa3om, moce MosiBIEHMS
y Ma/ib4yKa 6011 B KMCTSX U CTONAX
IIUTENbHOCTD AMATHOCTUYECKOTO
IIOVCKA IpeBBICKIA TP rofa (ana-
ruo3 6onesun Pabpu ycraHOB/IEH
Vb IO JOCTVKEHUM pebeHKOM
BospacTa 13 yet 10 Mecs1ieB).
MoneKynsapHO-TeHETUYECKOE MC-
ClefloBaHMe y MallYieHTa I ero pojic-
TBEHHIKOB IPOBEJIEHO B 1ab0paTo-
pUM MOJNEKYIAPHO-TEHEeTUIeCKOI
puarHocTuku HaydHoro meHTpa
3goposbs geteit PAMH. V peberka
U ero MaTepu oOHapyIKeHa MyTallys
c. 1163T>A B sx30He 7 rena GLA.
Manp4mKy Tak)Xe IPOBEIN KOMII-
JeKCHOE KIMHUKO-MHCTPYMEH-
TanbHOe obcnenoBaHMe. B xone
($U3NKaTBPHOTO OCMOTpA BbIsBIIE-
Ha eVHCTBEHHAs aHTMOKepaToMa
(1 x 1 mm) Ha neBoM 1tede. I1pu og-
TaJIbMOCKOIN OOHAPY KEHBI JUCT-
poduieckne N3MEHEHVST POTOBUIIBL.
B 6moxuMmdeckoM aHanmMse MO4Yn
OTHOKPAaTHO 3aperuncTpyMpoBaHa
MUKPOHIPOTENHYPUA.

IIpu nposeneHun Apyrux mabopa-
TOPHO-MHCTPYMEHTA/IBHBIX MCCIIe-
moBaHMil (06K aHAMM3 KPOBU
U MOYM, MarHUTHO-PE30HaHCHAs
TOMOTpadsi TOTOBHOTO MO3Ta, 9XO0-
kapguorpagus, yIbTpasByKoBoOe
VICCTIelOBaHMe BHYTPEHHUX Opra-
HOB OpIOIIHON MOJOCTU U IOYeK,
CTUMYIISLMOHHAS 3JIEKTPOHENPO-
Muorpadus BEePXHUX M HYDKHUX
KOHEYHOCTeN) MaTOMOTMIeCKUX
M3MEHEeHUII CO CTOPOHBI pasnmy-
HBIX OPTaHOB M CHUCTEM Y IallMeHTa
He BBISBIICHO.

ITocne obcmenoBanmuss 6ONIBHOMY
ObITa Ha3HAYEHA ITATOTEHEeTUIeCKast
Tepanus — GepMeHTO3aMeCTUTENb-
HBIJl IIpelapar arajacujasa anbga
(Penmaran®). Ilpenapar BBOAMIN
BHYTPUBEHHO, MEJJIEHHO, B [j03€
0,2 mr/kr/cyT (OBVH pa3 B ABe Hefle-
nm). B kauecTBe cpeficTB CMMIITOMA-
TUYECKOIl Tepalny Ha Ha4aJbHOM
9TaIe BBEJEHI IIperapara araacu-
Iasa anbga UCIONTb30BAJINCD IIpera-
6amuu u HITBIL

Ha ¢one dpepmenrtosamectnrens-
HOJ Tepamnuu npemnaparoMm Perm-
jaran’® Ha OPOTSDKEHUM ABYX JIEeT
y ManpuMKa 3aperucTpUpPOBAHO
3HAYMTEbHOE YMEHbIIeHNE BbI-
pakeHHOCTM 60/I€BOTO U THIIEp-
TePMUUYECKOTO CUHAPOMOB, UTO
MO3BO/INJIO CYILIECTBEHHO CHUSUTH
no3y rcrnonbdyemoro HITBIT (Hume-
CY/LUE), @ 3aTeM IIOJTHOCTBIO OT HEro
oTkasartbcs. Kpome Toro, y manu-
eHTa 3HAYMUTEIbHO MOBBICUIICS (OH
HACTPOEHNUsI M CHUBNJICS YPOBEHb
TPEBOXXHOCTU. MajbuMK BO306OHO-
BIJI 0OydYeHMe B MacCOBOJI IIKOJIeE,
4TO AB/AETCSA BaAXXHBIM (PakTOpOM
COLIMAJ/IbHOM aflalTal[ VN,

IIpy odTanbMOCKONUM JUCT-
podndueckme u3MeHEHUs po-
TOBULBI COXPAaHAWTCA, OZHAKO
OTpUIIATe/IbHOI AMHAMMKMU HE Ha-
omopaercs. Ilporennypus 6onblie
He PEerNCTPUPYETCsL.
ITepeHocuMocTp nmpenapara Oblia
YA OBIETBOPUTENbHOI, a HeXea-
TeNbHBIX ABJIEHUI, aCCOLUNPO-
BAHHBIX C €r0 MCIIONb30BAHMUEM,
He 3aperucTpuposaHo. B HacTos-
Ijee BpeMsl COCTOsIHNUE IaljMeHTa
yIOBIETBOPUTENbHOE. Maabunmk
HpPOJIO/KAET IMOAy4yarh GpepMeHTo-
3aMeCTUTEIbHYIO TepaINIo Ipemna-
parom arancupasa anbda (Pemna-
ran®). s
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The current paper represents an overview of domestic and international publications dedicated to Fabry disease.
The goal of the review was a desire to improve awareness of physicians from all areas of medicine about this
disease. Early diagnostics and timely onset of effective treatment are two constituents letting to improve quality
of life and extend lifespan in many patients having Fabry disease.
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