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B nekuyuu npedcmaeneHa snudemuornozusi 6onesHu @abpu u 80POChI 2eHeMUKU, paccMampuearomcsi KIUHUYecKue nposiene-
HUS, NPUHYUNbI QuagHOCMUKU (8 mom qucne npeHamarsnsHol) u dughghepeHyuanbHoU duazHOCMUKU, daHbl pekoMeHdayuu Mo re-
YeHUI, yKalzaHbl Kpumepuu npekpaweHusi mepanuu, npueodumcsi makmuka oucrnaHcepHo20 HabmodeHus nayueHmos u rpoeHo3

3abonesaHus.
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Fabry disease

The lecture is presented Fabry disease- epidemiology, issues of genetics, discusses the clinical manifestations, describes the
principles of diagnosis (including prenatal) and differential diagnosis; recommendations for treatment, the criteria for discontinuation of
therapy are indicated, given the tactics of follow-up of patients and prognosis of the disease.

Keywords: Fabry disease, epidemiology, diagnosis and treatment.

BbonesHb ®abpu (bP) (cMHOHUMBI Bone3Hb AHAEepCcoOHa-
dabpu) — pegkasa X-cuenneHHasi nuocomManbHasi bonesHb Ha-
konnenusa (JIBH), npuunHon kOTOpPON ABNSIETCS BPOXOEHHbIN
aeduunt a-ranaktosmgasbl A (a-galA), B pesynsrate opmu-
pyeTcsi HecnocobHOCTb k kKaTtabonuamy rmmnkocuUHronnnuaos
(globotriaosylceramide (GL-3) u galabiosylceramide), koTopble
HakannuBaltTCs B NM30coMax, cnocobcTBys pasBUTMIO NTM30CO-
MarnbHbIX U KNETOYHbIX AUCHYHKLMIA, YTO, B CBOK ovepedb, Bbl-
3bIBaeT Kackag uwemun n nbposa TKkaHen.

SAnuaemunonorus. b® siBnsietcss ogHon u3 Hanbonee pacnpo-
CTPaHeHHbIX NMM3ocomanbHbIX 6onesHen HakonneHus (nocne 6o-
nesHu lowwe) n Bctpedaetcs ¢ YactoTtor 1 Ha 117 000 B ABcTpanuu,
1 Ha 476 000 B HnpepnaHgax, 1 Ha 40 000-60 000 myxunH B CLUA
1 BO3HMKaeT BO BCeX pacoBblx rpynnax. BeposTHo, uto Gonee
pacnpocTpaHeHHbIM SIBMsSieTCs Nierkoe, atunuyHoe tedeHne b
C Npu3HaKkamu nopaxeHus OAHOro opraHa.

WcTopuueckas cnpaska.

B® BnepBble Gbina onvcaHa He3aBUCMMO OBYMS1 AepMaToro-
ramu [xoHom Pabpu (1860-1930) u3 Nepmanum n Bunbsmom
AHgepcoHoMm (1842—-1900) n3 Axurnun. B 1898 rogy ®abpu onu-
can 13-neTHero manednka ¢ HOQYNsAPHOW Nyprypon, y KOTOPOro
BMOCNEACTBUM pa3Bunack anbbyMuHypusi. OH knaccudumumposan
OaHHbIN CryYan Kak oauH 13 BapuaHToB A dy3HON aHrMokepa-
ToMbI. B aTOM e rogy AHaepcoH onuncan 39-neTHEro MyxudunHy
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C aHr1MokepaToMoW, NpoTenHypuen, AedopMaLmsiMu nanbLeB pyk,
BapUKO3HbIM PacLUMPEHNEM BEH U NIMMAOOTEKOM.

B 1947 rony Pompen et. al. onncann aHoMmanbHble Bakyonu
B KPOBEHOCHbIX COCyAax U Npeanonoxunu, 4to 3abonesaHune oT-
HocuTes K rpynne 6onesHen Hakonnenus. B 1950 r. onpegenena
npupoaa HakannmBaembix coeanHeHuin. bbino nokasaHo, 4To oHK
npepnctasnsaoT cobor xupbl. B 1953 r. Hornbostel & Scriba Bnep-
Bble noaTBepAnnu auarHo3 onesHn ®abpu npu nposegeHun 6u-
oncun koxu. 3atem Opitz c coasTopamm B 1965 rogy onucanu tvn
HacnepoBaHusA 3abonesaHus, xoTs paHee Wise et. al. (1962) Takke
oTMeYanu ceMenHbIn xapaktep 6onesHn. 3abonesaHue ObINo OT-
HeCeHO K rpynne cuHronunmuao3os nocre onpeaeneHus Sweeley
& Klionsky cTpykTypbl Hakannueaemsbix xupos. B 1967 rogy Brady
C COaBTOPaMW OTKPbINW NEPBUYHBIA BUOXMMUYECKUA AedEKT —
HeJoCTaTOYHOCTb LiepaMuaTpurekco3aasbl (HasBaHHOM no3gHee
a-ranaktosugason A). B 1970 rogy Kint nokasan 3HaumMTenbHoe
CHUXEHWE aKTUBHOCTM 3TOro hepMeHTa B TKaHAX NauuMeHToB
c b®. B 1989 rogy 6bin cekBeHMPOBaH reH a -ranakrosnaasbl A,
YTO 4arno BO3MOXHOCTb C MOMOLLbH0 FeHHO-MHXEHEPHBIX METOA0B
CUHTE3NpPOBaTb AaHHbI PepPMEHT in vitro n co3gatb bepmMeHT-
3aMeCcTUTENbHYI0 Tepanuio.

leHeTuka.
B® obycnoeneHa mytauusamu B reHe GLA, KOTOpbI KogupyeT
hepMeHT a-ranakroavaasy A M HaxoauTCst Ha ONIMHHOM nneye
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Xqg22. HacneposaHue B® X-cuenneHHoe. [OMO3UIroTHbIE MY>XUYNHbI
MMeET AedeKTHYH X-XpPOMOCOMY, YTO OnpeaensieT Knaccuieckui
eHoTn 6onesHn. OHM NepeatoT MyTaHTHYIO XPOMOCOMY TONbKO
CBOMM [j04epsim.

YKeHLWMNHbI reTepo3nroTHbl, MMEKT OAHY HOpMarsibHYH
1 0fHY AedeKTHY0 XpoMocoMy. B nonosuHe criy4aeB oHW nepe-
[aloT NaTonorn4yeckuini reH cBouMM notomkam. TeyeHue GonesHu
Yy HUX, KaK NpaBuio, yMepeHHO-BbipakeHHoe ¢ Bornee nosgHUM
Ha4anom, MeafieHHbIM NPOrpeCCUpPOBaHNEM U NEFKUMM KITMHUKO-
naTonornyeckumMmn nameHeHusmn. OgHako psg uccnesoBaHui
NPOAEMOHCTPUPOBANUN TSXKENoe TeyeHne BONesHN 1 y KEeHLUUH.
OCHOBHOW MexaHWu3M, NOCPeaCTBOM KOTOPOIO Y reTepo3nroTHbLIX
JKEHLLUMH pasBMBaOTCA CUMNTOMbI, HEM3BECTEH, Y GonbLUMHCTBA
M3 HUX UMEIOTCSA NOYTU HOPMAasbHbIN YPOBEHb LIMPKYNMPYHOLLErO
depmeHTa, 1 CriyjanHbI NPOLECcC MHaKTMBaUMM X-XpOMOCOMBbI
03Ha4aeT, YTO MX TKaHW MO3anyHbl, COCTOSIT Kak U3 HOPMaribHbIX,
Tak 1 U3 4ePULNTHBIX KNETOK.

Ha gaHHbIi MOMEHT ngeHTudunuymnposaHo 6onee 400 myTauui,
KOTOpble NpMBOAAT K 6one3Hn ®abpu. BoNbLWMHCTBO U3 HUX ABMSA-
HOTCS YHUKanNbHbIMU AN KaX40N CEMbMU.

KnuHuyeckue nposierneHus.

MexayHapoaHasa 6a3a gaHHbix no 6onesHn dabpu nomoraet
B U3Y4YeHWUN KINNMHUYECKUX NPOSIBIIEHWI 3aboneBaHust U npoeeae-
HUS1 KaTaMHeCcTU4ecknx HabnoaeHuin. 3a nocrnegHue 6 neT oHa
3HaYMTENbHO NOMOSHMNACH U COAEPXKUT UHCOPMALIMIO MPUMEPHO
0 1200 nauyueHTax. FOMO3NIroTHbIE MYXYMHBI YACTO UMEIOT Xapak-
TEPHbIN BHELIHUIA BWA, HAaNoMMHaLWmMNn 6oMbHbIX C akpoMeranu-
el — BbICTynawLwme cynpaopbutanbHble gyru u nobHele 6yrpbl,
BbICTYNatoLLAs HUXKHSS YENoCTb, YBENUYEHHbIE ryObl, 3anaBLuas
nepeHocuua (c 12-14 ner).

Mepudepnyeckas HepBHas cucTema.

Y naumeHToB ¢ 6onesHbio ®abpu B 70-80% cnyyaes Habnio-
[aloTCs BblpaXeHHble, M3HypsitoLwme HeponaTtuyeckue 6onu. 3tu
cTpenstowme 6onn B pykax 1 Horax, Tak HasblBaeMble akponape-
CTe3nn, KOTopble MOTYT UMETb Kak XPOHWYECKOe, Tak U KpU3oBoe
TeyeHue, o6bIYHO BO3HMKAIOT B MOAPOCTKOBOM Bo3pacTe. B psige
crnyyaeB OHW SIBMSAOTCS NepBbIMKU cMMATOMamu 3abonesaHus
M MOTYT Ha4YMHaTbLCA C 2-X NeT.

AkponapecTte3nn — MyyuTenbHble, Xryune 60nv unu Bbi3biBato-
LUMe nokanbiBaHWe, OHeMeHWe, KoTopble 6oMbHbIE OLLyLLaoT Npe-
MMYLLECTBEHHO B NafIoOHSIX U MNOAOLLIBAX CTOM, MppaaunpytoLime B
npoKcMMarnbHble OTAerbl KOHeYHOCTeN. BoneBsble kpu3abl 4acTo BO3-
HVKaIT NpU NepemMeHe norofel, NMXopaake, NP UHTEPKYPEHTHbIX
3aboneBaHusx, U3nYeckon Harpyske, cTpecce 1 nocrne npuemMa
ankoronsi. 3TW aNU30AblI MOTYT BO3HUKHYTL Y NuL, 060MX NOMoB U
HayaTbCs yXe C 2-X NneT.

BonbLWMHCTBO NauMEHTOB UCMbITEIBAOT 60NEeBOM CUHAPOM Ha
NPOTSKEHNMN BCEN XKU3HU, XOTS1 Y HEKOTOPbIX BOMBbHBIX OH MOXET UC-
Yye3aTb UMK yMeHbLUATbCS C BO3pacToM. B psife cnyvaes onvcaHo
CHWXEHNe TemnepaTypHOWN, TakTUNbHOW, GONeBon YyBCTBUTENb-
HOCTM B KOHEYHOCTAX. Bonu mMoryT uppaguvpoBath B MblLULbl UK
B 06nacTb XMBOTa, B CyCTaBbl, UMETb OCTPbIA, KOMIOLLMIA XapaKTep.
WHoraa oHW CTonb M3HYpsIOLLME U MyYUTENbHbIE, YTO NPUBOASAT
K cyymumaanbHbIM NomnbITKaMm.

ToYHbIV MEXaHM3M HerponaTudeckon 6onm npu 6onesxHn ®abpu
ocTaeTcsi 40 KoHua He u3yyeHHbIM. MNpegnonaraetcsi, 4yto 6onb
ABNSIETCA Pe3ynsTaToM CTPYKTYPHbLIX MOBPEXAEHUA HEPBHBIX BO-
JIOKOH B pe3ynbTraTe HakonneHus Gb3 B akcoHax HepBOB, 3aQHUX
KOpeLLKax CMMHHOMO3roBbIX raHIMMEB U vasa nervorum.

Mwnorngpos/rnneprugpos.
Y naumeHToB ¢ B® YacTo BCTpevaeTcs CHWXEHNe Unu nomnHoe
OTCYTCTBWE NOTOOTAENEHUS, KOTOPOE COYETAETCS C YMEHbLLEHNEM

Cre3ooTAeNeHns u canueauun. Y getei n NoApOCTKOB CHUXKAETCS
NepeHoOCUMOCTb (PU3NYECKUX HArpy30K. TN U3MEHEHUS CBSI3aHbI
¢ HakonneHvem Gb3 B NOTOBbLIX Xenesax u B CTEHKax KPOBOCHa0-
XKarLUX UX COCyO0B.

LleHTpanbHas HepBHas cucTema.

Y naumeHToB ¢ B® BbICOKUI PUCK Pa3BUTUSI ULLEMUYECKUX (re-
MOpparM4eckmx) MHCYNbLTOB M NPEXOASILLMX HaPYLLUEHUIA MO3rOBOrO
KpoBooGpalLeHusi, B pe3ynbraTe NpOTPOMBOTUYECKUX U OKKITHO3M-
OHHbIX HapyLUEeHWIA, KOTopble MOryT BCTpevaTbest B 27% cnyyaes
1 HabnpaTca B OTHOCMTENbHO Monogom Bo3pacte (¢ 12 ner).
OCHOBHbIMU CMMNTOMamu LepebpoBacKynsapHOro nopaxeHus
ABNSAIOTCA remMunapesbl, AM3apTpusi, HUCTarMm, ABOEHWE B rmasax
1 HapyLleHWsl KOHLEHTpaLUMn BHUMaHUSI.

Mpn MPT ronoBHOro mo3ra y nauueHToB OOHapyXuBalT UH-
hapkTbl MO3ra, KpOBOMU3NUSHUSA 1 Hecneundnieckne n3meHeHus
ceporo 1 6eroro BeLlecTBa, a Takke cocyaucTble Manbgopmaumm,
NpenMyLLEeCTBEHHO NPEACTABMNEHHbIE JONUXO3KTa3nsMuU B obrnactu
3afHVX OTAENOB Tanamyca.

Opyrumu HEeBpONOrM4eckMMM CUMMNTOMaMMU SIBASIIOTCS LUYM
B yLLAX, KOTOPbIN MOXET ObITb Kak OAHOCTOPOHHWI, Tak U ABYCTO-
POHHUIA. YacTo BCTpeyatoTCsi rofIOBOKPYXXEHUS 1 rONIoBHblE Gonu.
Y psiga nauveHToB HabnoaalTca MHTENNMEeKTyanbHbIn AeduunT,
HapyLLUeHUsi NOBEAEHNS U CHUXKEHMWE cryxa.

MoyeuHasi naTonorusi.

MepBble CUMNTOMbI, CBUAETENBCTBYIOLLME O NOPAKEHWUN MOYEK,
YyacTo Habntogatotcs B nybepTaTHOM nepuoge, MHoraa paHblue.
Mpu knaccuyeckon chopme BP mexay 4-16 rogamm nosBnaoTCA
MUKpOanbByMrUHypus, NPOTEUHYPUSI, U3OCTEHYPUSI, NOBbILIEH-
Has unbTpauMoHHas cnocobHOCTb noyek. B moveBoM ocapke
obHapyxuatoT Gb3. No mepe nporpeccupoBannsa 6P y 6onb-
LUMHCTBA MYXYMH M Y HEKOTOPbIX BOMbHbBIX XEHLUWMH pa3BuBaeTcs
TepMUHanbHas cTagusi MoYeYHoW HegocTaTouHocTM. OTnoxeHne
NMNMOoB B NoYkax HaumHaetcs ¢ knyboukoB. Mporpeccupytoee
HakonneHue Gb3 B sHOoTenuanbHbIX U aNUTENUarbHbIX KneTkax
kancynbl LLymnsiHckoro—BoymeHa, anutenuanbHbIX KneTkax auc-
TanbHbIX OTAENOB NeTnu [eHne NocTeNneHHo NPUBOASAT K HapyLUe-
HUIO PYHKLIMU MOYEK N CHMKEHWIO MX KOHLIEHTPALIMOHHOW Cnoco6-
HOCTUW. ApTepuanbHasi rmnepTeH3usi Habnoaanach y 60MbHbIX, Kak
C MSITKUM, TaK U C TSXKENbIM NOpaXKeHWeM Mnoyek.

CeppaeyHble HapyLUeHus.

YacTblM cumnTomMom npu 6onesHn abpu aBnseTcst nopaxeHue
cepaua, B pesynbrate CTPYKTYPHbIX U (OYHKUMOHAMNbHBIX U3MeEHe-
HWI B MMOKapAae, NPOBOASILLEN C1CTeMe U knanaHax cepaua. Otno-
xeHne Gb3 o6HapyXnBatloT BO BCEX CTPYKTypax CepALa: M1okapae,
aHAoKapae, SHAoTeNuM, NPoBoAsiLLEN CMCTEME cepaLia, aBTOHOM-
HO HEepBHOW cucTeMe, KoTopasl perynupyeTt cepaeyHblin puTMm.
OTnoxeHns Gb3 BbISBNSOT 1 B KPOBEHOCHbLIX COCYAaX ferkux, 4To
[AOMOMHUTENBHO NPUBOAMT K MOBbILLIEHHON Harpy3ske Ha cepaeyHyo
MbiwwLy. [e6ioT 3a6oneBaHns MOXET NPOSIBAATLCS pas3fMyHbIMU
cepAeyHbIMM CUMNTOMaMu: cTeHokapamen, AMCnHO3, 6oneBbiM
cvHOpoMOM B obnactu cepaua, yyalleHHbIM cepauebueHnem
W CUHKOManbHbIMU COCTOSIHUAMU. KnuHuyeckas cumntomartumka
CO CTOPOHbI cepAua npemmyLLecTBEHHO obycnoeneHa pas3suTnem
nporpeccupytoLlei rmnepTpoun MbllLbl cepaua, pasnmyHbiMu
HapyLLeHUsSIMU cepaeYHON NPOBOAMMOCTU U apUTMUSIMU.

Mpun axokapguorpadmm y nauneHToB ¢ bO pernctpupytoT npo-
rpeccupyoLme HapyLLEHWUS MUTPanbHOo M aopTanbHOro KranaHoB
(rnaBHbIM 06pa3oM, yTonLeHre CTBOPOK), Nponanc MUTpanbHOro
KnanaHa, yTOomnLeHne MeX>Kenyao4KkoBol neperopoaku. Opyrumu
N3MEHEHNAMM SIBMISIOTCS pacLUMpeHne KOPHS aopTbl, HapyLLEeHUs!
cepaeyHol NpOBOAMMOCTM, YTOMLLEHWE BHYTPEHHEN 1 cpeaHen
060104kM 06LLEN COHHOW apTepun.

NEQUATPUS
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KoxHble n3meHeHus.

AHrmnokepatombl NpeacTaBnaT cobon HebonbLWoro pasmepa
NMOBEPXHOCTHbIE @HIMOMbI, BO3BbILLAOLMECS] HA, NOBEPXHOCTHIO
KOXM, TEMHO-KpacHoro upeTta. OHM BO3HUKAIOT B pesyrbrate Ha-
GyxaHusl 1 NoKanbHOro yBENUYEHWS AaBNEeHNs B NOBPEXOEHHOM
3HOOTeNnManbLHOM CIoe COCyAOB KOXW. AHIMOKepaToMbl 0BbIYHO
nosiBnsitoTCs B Bo3pacTte 5-13 neT 1 yalye Bcero pacnonaralorcst
Ha NOBEPXHOCTM Tena rpynnamMu, 3aHumas 6onblLuyto nnowap. Ko-
FIM4ECTBO U pa3mep 3TMX NOPaKEHWIN NOCTENEHHO YBENUYMBAETCS
€ Bo3pacToM. AHFMOKepPaTOMbl MOTYT BCTpeYaThes B ool yactu
Tena c npenMyLLEecTBEHHON nokanuaaumen Ha begpax, sroamuax,
B NaxoBbIX 06NacTsX, HWKXHEeWR YacTu X1BOTa M MOMOBbLIX OpraHax,
a TaKkKe Ha CNN3NCTbIX, TaKUX Kak KOHbIOHKTUBA, POTOBasi NONOCTb,
BEPXHWE AbIXaTenbHblE NYTU, XENYyA04HO-KULLEYHbIA 1 MOYenono-
BOW TPaKThl.

Odranbmonornyeckme HapyLleHus.

TunnyHbiM cumnTomMoM BonesHn ®abpu aBnseTcs «MyToBYa-
Toe» nomyTHeHue porosuubl (70-90% 6onbHbIX), KOTOpoe npea-
cTaBnsieT cobon HGenosatble NOMNOCHI, CMpany, PacrofoXeHHble
B NOBEPXHOCTHOM croe paayxku. Habniogaetcs 3agHss cybkan-
CynsipHasi kKaTapakTta 1 Mopa)xeHne CoCy0B ceTyaTku, YTo MHoraa
BbI3bIBAET TSHKENYHO MOTEPIO 3PEHNUS.

HapylweHnus cnyxa.

Y GonblnHCTBa NauneHToB ¢ 6onesHbto Pabpn oTmevaeTcs
nporpeccupytoLlee CHWxeHWe criyxa. Yalle pasBuBaeTcsi HeW-
pPOCEHCOPHAas TYroyXoCTb, B HEKOTOPbIX Cry4Yasix B COMETaHUM
C KOHOYKTVMBHON.

>KenynoyHo-kuLleyHble paccTponcTaa.

YKenyaoyHo-kueyHble paccTponcTtsa BeTpeyatotes B 50-70%
cnyyasx. MauueHTbl NpeabsBnsAioT Xanobbl Ha Auapeto, MeTeo-
pY3Mbl, MO3bIBbl K YaCTbIM MOYENCMYCKaHWAM 1 B34yTUE XUBOTa
BCNEACTBME CKOMMEHUsI ra3oBs B KULLEeYHWKe. [Mocne npuema nuwm
MOFyT BO3HMKaTb TOLIHOTA, pPBOTA, OlyLleHne BbICTporo Hachl-
weHna n 6onu B anuracTpansHon obnacTtu. BollweykasaHHble
CMMNTOMbI YaCTO NPUBOAST K CHUXKEHMIO anneTuta v yMeHbLUEHIO
YacTOoTbl MPUEMOB MULLK B CYTKW. Y Taknx NaumeHToB BO3HUKAET
AeduunT maccbl Tena. bonee pegkMmm xenygoyHO-KMLLEYHbBIMM
CMMNTOMaMu SIBMSIOTCS aHOPEKCUS, axanasus, QUBepTuKynes
TOLWlen KMWKN ¢ nepdopaumnent, kpoBaBas pBoTa (rematome-
31C) C aKTasuel nuuiesoaa. MHorga BcTpevaeTcs HegocTaTou-
HOCTb MoaxenygodHon xenesbl. Mpy peHTreHorpadun obHa-
py>XuBaOT MOPONOrnyeckne U3MeHeHUst B TONCTOM U TOHKOW
KMLLKe.

[ObixaTenbHble HapyLUeHUsI.

Mo3aHum ocnoxHeHneM 6onesHn ®abpu aBnaeTcst 06CTpyKUnst
BEPXHUX ObIXaTeNbHbIX NyTen. Y 60nbHbIX CHUXaeTcs obbem op-
CMPOBaHHOTO BblA0OXa B CEKYHAY, yBeNnMUMBaeTcsi PyHKLMOHarbHast
ocTaToyHasi eMKOCTb NErkux unm ymeHbluaeTcs anddy3noHHas
eMKOCTb OKCcuAaa yrinepoaa.

Opyrue nposienexHus 6onesxHn ®abpwu.

Y MHOMMX reMU3NIOTHBIX MY>XUVH BbiSIBNeHa 3aep>Ka NnonoBo-
ro pasBUTKS U CKYLHOE OBONOCEHME Ha nuue v Tene. bonbLlunH-
CTBO NaLMeHTOB ¢ 6ore3Hbto Pabpu UMEHOT MbILLEYHO-CKENETHbIE
aHomanuu. OgHa M3 xapakTepHbIX Aedopmaunii NpomMcxoanT
B AMCTarbHbIX OTAEeNnax MexdanaHroBblx CyCTaBOB NasbLEB pyK
N NPUBOAMUT K HapyLLEHWMIO UX NMOABWXHOCTU. MMNoTMpeos, ocTeo-
NeHnsi, aHemMmns Takxe onucaHbl y 6onbHbIX ¢ B®. Momumo co-
MaTUYECKUX HapYLUEHWI, YacTo NPUCOEAUHSIOTCSH NCUXnYeckme
npo6nembl, HabnogaeTcs BbICOKas YacToTa CyuMUMAoB v Aenpec-
cun.

NEQUATPUS
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AtnnuyHas b®.
ATUNUYHbIE hOPMbI NOABNSIOTCA NO3LHEE U OFpaHUYMBatOTCS
nopaxeHWem OfHOI0 UM HECKONbKNX OPraHoB.

MpeHaTanbHas guarHocTrka 6onesnn ®abpu.

leHeTMYeckoe KOHCYnbTUpoBaHue. Bo3aMoxHo npoBeaeHune npe-
HaTanbHOM AMArHOCTUKM MyTEeM OLIEHKM aKTMBHOCTU (hepMeHTa
a-ranakrosmgasbl A unu metogamm [JHK-aHanm3a B BOpCMHaXx Xxopu-
OHa, aMHUOTUYECKOM KMAKOCTIN UK KpoBW nnoaa. Mon nnoga onpe-
OEnsIoT UMTOreHEeTUYECKUMI U MOMEKYNAPHO-FEHETUYECKUMN
MeTogamu. lNocne noaTeBepxaeHns auvarHo3a 6onesHn ®abdpum
BUOXMMUYECKUMU, MOSIEKYNSIPHO-TEHETUHECKUMU METOAAMM, He-
06X0QMMO NpOBeAEHNE FTEHETUYECKOTO KOHCYNBTMPOBAHUS BCEX
YNEHOB CEMbM.

OwnarHoctrka 6onesHn ®abpu.

OwnarHoctnka B® gomkHa HaumMHaTbCs ¢ nogpobHoro cbopa
aHaMHe3a 3aboneBaHusi 1 OnpeaeneHnsi 3TanHOCTU BOBMNEYEHUs!
B NATONOMMYECKMiA NPOLIECC PasfNYHbIX OPraHoB U cUCTEM. BaxkHyto
porb UrpaeT c6op ceMenHOro aHamHe3sa, Tak kak MoryT ObITb no-
NyYeHbl CBEAEHMS O POACTBEHHMKAX B60MBHOrO, KOTopble yMepnu
B paHHeM BO3pacTe OT NOYEYHOM Ui CepAeYHO HEQOCTaTOMHOCTY.
B uctopum 60nesHu formkHa bbITb OTpaXkeHa TSKeCTb U AMHaMUKa
pa3sutua 3abonesaHuns. PuankanbHbIN OCMOTP HeOOXoaMM Ansi
OLEHKMN OBLLEro COCTOsHUSI NaLMeHTa, BbISBIIEHUST HapyLLUEeHUI
MofoBOro pPasBUTUS, CNeUMdPUYECKUX CUMNTOMOB 3aboreBaHus
(aHrMokepaToMbl, YKpYMNHEHWE YepT nuua).

Mpn nogo3peHun Ha b® npoBogAT nonHoe KnNuHuyeckoe 06-
crieqoBaHue, BKMOYaKoLWEee MUccreqoBaHUe KOXHbIX NOKPOBOB,
CepaeYHo-CoCyaNCTON N NEFOYHON CUCTEM, KENYAOYHO-KMLLEYHOTO
TpakTa, 3peHusi, Cryxa, HeBPONOrM4YeCcKoro craTyca 1 MOY€ErnosoBoi
cucTem. PekoMmeHaoBaHHbIE UCCeaoBaHns Ans naumMeHToB ¢ bones-
Hbto Pabpu — cbop aHamHesa, aHanm3 poJoCNOBHON U OOLLEKTNHK-
Yyeckoe, ohTaribMosiornyeckoe, ayamnoriornieckoe u nabopatopHoe
nccregosaHue, obcrneoBaHue cepala, NoYeK, rofioBHOMO MO3ra.

OndbdepeHumanbHasa gnarHocTumka.

OnddepeHumanbHaa guarHocTuka aHrmokepatom. Beissnexve
aHrMokepaToM SIBNSIETCS BaXHbIM ANArHOCTUYECKUM «KITHOUYOM»
npyu b®. Bo Bpemsi Kpn3oB, CONPOBOXAAIOLLNXCA NNXOPALKONA 1
6onaMuK, aHrMokepaTombl MOryT GbITb CNyTaHbl C NeETexuansHoN
CbINbi0, YTO NPUBOANT K YCTAHOBINEHWIO ANArHO3a MeHNHIMTa. AH-
rmokepatombl Npy b® (gnuddysHas aHrmokepatoma TyrnosuLLa) —
3TO Merkue, OT KpacHOro A0 YepHOro LBeTa nnockue nanynbl 6e3
BbIpaXX€HHOro kepaTo3a, pacnonaratowmecs rpynnamv. Mecta mnx
riokanusauum — BOKpYr Nynka, HWxHWe OTAEnNb! Tyrnosuwa, rybel,
NMOBEPXHOCTb CIN3UCTLIX Y KOHBIOHKTMBA.

OndbdepeHumanbHbI AnarHo3 crieqyet NpoBoANTb C HAcnea-
CTBEHHOW remopparvyeckon teneaHrnoaktasunen Ocnepa-PeHgro—
Bebepa, ¢ aHrnokepatomon ®oppganca, aHrnokepatomon Mnben-
N 1 OrpaHNYEeHHON HEBUMOPMHON aHrMOKEPaTOMOW TynoBuLLA.
AHrMoKepaToMbl TaKkke BCTPEYaTCs U NpY APpYrMX fM30COMHBIX
6onesHax HakonneHus: 6onesHun LUnHanepa, ykosnaose, raHmmo-
31go3e, acnapTaTriioko3aMUHYpUn U cManuaose.

Boneson cuHapom.

Boneson cnHapom npn B® yacTto conpoBoxaaeTcs cyodebpunb-
HOW NNXOpajKoMn M NOBbLILEHHON peakumnen ocegaHns apuTpouu-
TOB, YTO YaCTO NPUBOAUT K YCTAHOBIEHUIO «ITOXKHbLIX» ANArHO30B:
peBMaTOMAHOrO apTpuTa, pEBMATUYECKOW NMXOpaaK1, apTpuToB,
apuTpomuanrum, cuHapoma PeliHo unu «6onesHu poctay.

HepeHas cuctema.
Mpn HEBPOMOrMYECKOM OCMOTPE OLEHUBAIOT HApyLLEHWs1 CO
CTOPOHbI KOTHUTUBHBIX (DYHKLIMIA, OPUEHTALMN, PEUN, MblLLEYHON
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CUIbl, YepernHbIX HEPBOB, CYXOXUIbHbIX pedriekcoB 1 KoopAnHa-
unn aBwxeHui. MpoBoasT nccnegoBaHe TakTUIBHOW U TeMne-
paTypHOW YyBCTBUTENBHOCTMW: MOBEPXHOCTHOW (KacaHune KyCO4KOM
LepcTu, BaThbl), TeMnepaTypHon (Npobbl C ropayen 1 XxonogHomn
BOAON) 1 BUOpaALMOHHOM (NPpOo6bl C KAMEPTOHOM), YTO MO3BOMSET
nony4nTb MHOPMALMIO O BOBNEYEHNN B NATONOrMYEeCKMin Npo-
Liecc YyBCTBUTESNbHbIX HEPBOB. [pu BbISIBNEHNW 3TUX HapyLLUEHWUIA
Heo6xoaMMO NPOBOAUTL ANddEpPeHLMarnbHy ANarHoCTUKY C pac-
CesiHHbIM CKIepo3oM.

B 6onbwunHcTBe cnyvaes npu b® Ha MPT ronosHoro moara
BbISIBMNSIIOT HECMNeLUnduYHble HapyLleHus 6enoro BellecTsa. B He-
KoTOpbIX crnyyasx — MPT npuaHaku, cBuaeTenbCTByOLLME 00 ullie-
MWYECKOM WK reMopparnyeckoM nopaxKeHWn rorioBHOro Moara,
a Takke cocyancTble ManbhopMaLmm — naTonorudeckasl U3BMTOCTb
COCY[0B C YBENMYEHNeM kanvbpa KpynHbIX COCY0B (AONMX03KTa-
3us). MNpn 6onesHn ®abpu YacTo BO3HUKAOT UHCYNLTLI, MPEenmy-
LLIECTBEHHO MO ULLEeMUYECKOMY TUMy, B CUCTEME KPOBOCHAGXeHMUs!
3agHen MO3roBoKn apTepum, 1 BepTedbpobasunsapHom cucrteme.

MoyeuHasi naTonorus.

AHanu3 mMouun aBnsieTcs NPOCTbIM METOAOM AN PaHHEro Bbl-
SIBNEHUSI MPOTEUHYPUM N TeMaTypum, a CyTOYHbIA aHanmM3 Mouu
NMO3BOSSIET BbISIBUTb KMUPEHC MO 9HAONEeHHOMY KpeaTUHWUHY U 3KC-
Kpeuuto 6enka. PaHHUM CUMNTOMOM NOpa)eHUsi NoYek sSIBMsieTcs
MUKpoanbOyMuUHypusi — aKkckpeuus anbbymmHa ¢ moyown ot 30 ao
300 mr/24 yaca (20—200 MKr/MWH 3@ HOYb) MM COOTHOLLEHUE
anbbymuH/kpeaTtuHuH ot 2,5 go 25 mr/mmons (anbbymmH 20—200
mr/n). B passepHyTon ctagum B ¢ nopaxeHnem noyek Habnoga-
eTcsl MakpoanbbyMUHypusi (NMPOTENHYPUSI) — YPOBEHb 3KCKpeLmu
anbbymuHa Bbiwe 300 mr/24 yaca (Bbiwe 200 Mr/MUH 332 HOYb) UNK
COOTHOLIEeHne anbbymunH/ KpeaTuHUH Bbiwe 25 mr/Mmmonb (anbby-
MUH Bbiwe 200 mr/n).

Heobxogmmo npoBogunTe audpdepeHumnanbHbli guarHos ¢ ro-
MouucTuHypuen. Mpun Y3M noyek MOXHO 3aperncTpupoBatb ycu-
JleHVe BackKynsipM3aumm novyeyHon napeHxumbl. Mpu BbiSIBNEHUM
apTepuanbHON runepTeH3un Heobxoaumo npoBegeHne gonnne-
porpaduyecKkoro uccrefoBaHusi COCyA0B MOYeK Af151 UCKTHYeHUs!
CTeHO3a NoYeYHbIX apTepuit. [Mpu rMCToNorMyeckom nccreaoBaHum
noyeyHoro GuonTata BbISIBMSIOT XapakTepHble BaKyonu3MpoBaH-
Hble, HaMNoMHEeHHbIE NMUNUAAMU NEHUCTBIE KINETKW.

CeppeyHo-cocyaucrasi cuctema.

Mpn B® Habniopaetcs nporpeccupytoLlas runeptpodusa cep-
[AEYHOW MbILLLbI, NPENMYLLECTBEHHO NIEBOrO Xenyaoyka. Ha pax-
HUX cTagusix 3aboneBaHns NopaxeHne cepala xapakTepuayertcst
HapyLLeHMeM COoKpaTUTENbHOW CNOCOBHOCTU cepaeyHOM MbILLbI
C MOCTeNeHHbIM pa3BUTUEM TMNEPTPOdMM NEBOrO Xenyaouka,
KOTOpask MOXeT ObITb 0BHapyxeHa npu axokapauorpacdum, MPT
cepaua u anekTpokapavorpaduum. Mpu axokapauorpadumn Takke
BbISIBMSIOT KAPAMOMUONATUIO, HEAOCTATOYHOCTb MUTPASIbHOIO N
aopTanbHOro knanaHoB. Ha paHHux cTagumsix 60ne3Hn y naumeHToB
HabntogaeTcs 0THOCMTENBHO Nerkas Anactonuyeckas AMCHYHKUMS
1 CUMMNTOMbI CXOZHbI C PECTPUKTUBHOW KapanomuonaTueil.

CxofHble U3MEHEHUs1 XapaKTepHbl Ans Nporpeccupyolwen na-
TONornM NPOBOASILLEN CUCTEMbI CepALa, Ha HavamnbHbIX CTaamnaX
NPOSIBMSIIOLLMXCS TaxvMKapamen, a Ha NO3AHWX CTaausax — Nporpec-
cupytoLer bpagukapaven n aTpMoBEHTPUKYNSAPHbIMK Bnokagamu,
YyacTo TpebyrLmnx MnnaHTaumMmn Bogutens (nemcmekepa) putma.

OdranbMonornyeckme HapyLleHus.

Mpun nogo3peHnn Ha B kaxapi NAUMEHT A0MMKEH NPOVTU UC-
cnefoBanusa y ogptanbmoriora. C NOMOLLGHO LLENeBoV Mamnbl BbISIB-
NS0T «MYTOBYATOE» NOMYTHEHME POroBULLbl. CXOaHbIE M3MEHEHMS
poroBuLbl HabntoaatTcst NpU yNnoTpebneHnn nekapcTs 13 rpynnbl
XIIOPOXMHOB MW amuapoHa.

YKenyaoyHO-KULWEYHbIN TpakT.

YKenyao4Ho-kuieyHble cuMnToMbl Npy 6onesHn ®abpu umetot
CXOACTBO C CUHAPOMOM Pa3ApaXKEHHOIO KMULLIEYHUKA U C OPYTMU
KenyaoyHo-KULeYHbIMK 3aboneBaHnsiM1, TakuMK Kak 6onesHb
KpoHa.

Bruoxmmunyeckas 1 reHeTmyeckas AMarHocTumka.

OunarHo3 B® y nuu myxckoro nona noateepxgaetcs 6uoxm-
MUYECKUMW METOoAaMUN — ONpeaeneHnemM akTMBHOCTM bepmeHTa
a-ranakto3unaasbl A. CHWXKeHMe akTUBHOCTW bepMeHTa Habrto-
JaeTcs B nnasme, fienkounTax, CbiIBOPOTKE KPOBU, CNE3HON Xna-
KOCTW, B Ntobom BronTtate nnum KynbType KNeTok KOXHbIX pnbpo-
6nactos. Npu knaccuveckon popme bP y nuu Myxckoro nona
BbISIBMSIOT O4Y€Hb HU3KYHO, BIN3KYHO K HYNEBOKN, (DEPMEHTATUBHYHO
aKTUBHOCTb O-ranakTo3mgasel A, npu b® ¢ nopaxeHnem ogHowm
CUCTEMbI U OpraHa MOXeT HabntoaaTbCs BbICOKasi OCTaTOYHas! ak-
TMBHOCTb AlaHHOTO hepmeHTa. Kpome Toro, CHUKEHNE aKTUBHOCTH
a-ranakrosvaasbl A MoXeT HabniogaTbesi M B HOpMe, B CrieacTBUM
NpUCYTCTBUSA annens nceeaoHegocTatovHocT. CrieqoBaTensHo,
ONs NoATBEPXKAEHNUS AMarHo3a OvYeHb BaXHbIM siBMsieTcs 0OHa-
py>xeHune myTaummn B reHe GLA. [JHK-gmnarHocTuka Takke KpanHe
HeobxoavMa Anst onpeaeneHunst reTeposuUroTHOro HocUTenNbCTBa.

JleueHne 6onesHn dabpw.

Ouerta.

«MoyeyHas ameTa» pekoMeHdyeTcsl ANsi NauMeHTOB C NpoTeu-
Hypuel 1 NoveYHoW HEeLOCTATOMHOCTbIO. [IMeTONor JOMKEH KOH-
TponupoBaTb HU3Koe copepxaHune Genka n Hatpus. MauveHTam
pekoMeHZyeTCcsl crneanTb 32 YPOBHEM CBOEN aKTUBHOCTU.

MpPYHLMMBI CUMNTOMATUYECKOTO NeYEHUS.

Bonb, xpoHuyeckasi 6onb: aHTUKOHBYIbCAHTbI (Hanpumep, Kap-
6amasenviH, rabaneHTnH, PeHNTONH UnmM nx KOMBMHaLKMS).

Mpwu kpu3sax O nnbo apyrux Buaax BbIpaxXeHHOW oCTpon 6onu:
HecTepouaHble NpoTneBoBocnanuTensHble cpeactea (HMBC) nnum
onvonabl. MMHUMU3NpoBaTb TpUrrepbl 6oneBbIX KPU30B, HaNpUMep,
hr3mnyeckune Harpy3ku, U3MEHeHVs1 TEMMePaTypbl, SMOLIMOHATbHbIN
cTpecc.

AHrvokepatoma: yaaneHwue (Mo xenaHuto nauneHTa) ¢ NOMOLLbIO
aproHoBoro nasepa.

MaTtonorus noyek: Ha paHHUX CTagusIX NOPaXKeHUs NoOYeK UHM-
OuTopbl AP (y 6onbHbIX 63 cTeHo3a novedHon aptepun). Mpu no-
YeYHOW HeJoCTaTOYHOCTU: AManv3 Uy TpaHcnnaHTaums NoYku.

CepaeyHo-cocyaucTble OCnoXHeHus: bonb B rpyaM — aHTu-
aHrManbHble npenapatbl (B-6nokaTopbl, 6rokaTopbl KanbUneBbIX
KaHarmnoB, HATpaThI.

CeppeyHas HeJOCTaTOYHOCTb — AMYPETUKU, HTMOUTOPLI AMND,
OWUroKcuH, B-bnokaTopbl.

ATPUOBEHTPUKYISAPHAs TaxMapuTMus-aHTMapuTMmIeckune npe-
napatbl, aHTUKoarynsaHTol, ICDs.

CumnTomaTuyeckasi bpagukapans- KapanocTumynaTop, nsbe-
ratb B-6rniokaTopbl Npu CMHycoBoW Bpagukapaouu.

MnepTeH3ns — arpeccuBHbIN KOHTPOMb apTepuanbHOro Aas-
nexus (MHrmoutopobl AMO).

Mnepnunuoemms — ctaTuHbl.

>KenyaouHo-k1LLeYHble CUMMTOMbI — HU3KOXWpOBasi AneTa,
HebonbLUVe 1 YacTble NpUeMbl MULLK, CTUMYMATOPbI MOTOPUKU.

Liepe6poBackynsipHble MPOSIBNEHNs1 — acnupuH, KNonuao-
rpenb.

depmeHT-3amecTuTENbHas Tepanusi.

Llenbto doepmeHT-3amectutensHon tepanum (P3T) asnsercs
BOCCTaHOBMNEeHMe (hU3nonormyeckoro ypoBHsi pepMeHTa, yMeHb-
LeHune Hakonnenns Gb3 B TKaHAX U HopManuaaums pyHKUNM BHY-
TPeHHUX opraHoB. lMepBbi ycnewHbii onbIT P3T Gbin nonyyeH

NEQUATPUS
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B 1970x rogax. lNMocne npoBegeHus ABYX KITMHUYECKUX UCTIbITAHWIA,
ObINO NOKasaHo, YTO MPUMEHEHME 3TUX NpenapaToB Bbi3biBaET
CHWKeHne ypoBHA Gb3 B TKaHAX U Nna3me KpoBu.

B HacTosiLee BpeMs B Poccum nuueH3mpoBaHbl ABa npenapaTa
ansa nevenns bO: aranaugasa aneda (Pennaran) B gose 0,2mr/kr
n aransugasa 6eta (Pabpasum) B 4o3e 1 Mr/kr BHYyTPUBEHHO Kax-
able aBe Hegenu. JlabopaTopHble UccreqoBaHUst MO, MnasMbl
KPOBW M TMCTONOMMYECKUX NpenapaToB Nnoyek nauueHtos ¢ b®
1 nnauebo rpynnbl BO BpEMSI UCMbITAHUIA Nokasanu, 4to oba npe-
napaTta sIBNSTCS 3KBMBANEHTHLIMU B 03aX U CTAaTUCTUYECKU 3Ha-
YMMO CHWKAIOT CoAepXKaHue LepamuaTpurekcosmnaa.

KnuHnyeckoe nccnepgoBaHne Pennarana B Te4eHWE LLECTUN Me-
csiLeB y oeten B Bo3pacTe oT 2 Ao 18 nert nokasano, 4to npenapat
xopoLuo nepeHocuncs. MHdy3noHHbIe peakummn Gbinvm OTMeYeHbI
y 23% naumneHToB. 13 N0604YHbIX SBREHUI Npu neveHnn abpasu-
MOM Habntopganucb ronoBHas 6orb, 60Mb B XUBOTE, NIUXOPAAKa,
HaCcMOpK, 03HOG ¥ TOLLIHOTA.

leHoTepanus.

Llenb reHoTepanun — BBeAeHue OYHKLMOHANbHOW Konuu
OeEKTHOro reHa B HEKOTOPbLIE UM BO BCE KIETKM opraHuama.
YcnelwHas TpaHCcgeKLMs reHa KOAMPYOLWEro a-ranakrosmgasy
A B KINETKM KOCTHOTO MO3ra, Mofly4eHHbIX OT naumeHToB ¢ b®, Gbina
NpoLEMOHCTPUpPOBaHa B psiae uccnegosaHuii. OgHako, HECMOTPS
Ha 3Ha4YUTENbHbIE YCNEXM, NPUMEHEHME reHoTepanun y fnoaen He
MOXET ObITb HayaTo B bnvxkanwee Bpems.

dapmakonormyeckme LwanepoHbl.

Y HekoTopbIX NauneHToB ¢ B® coxpaHsieTcst Bbicokasi ocTaTou-
Has aKTMBHOCTb a-ranakTo3ungasbl A, HO 3TOT (hePMEHT SBNsieTCS
HecTabunbHbIM. Papmakonormyeckme WwanepoHsl — HebonbLive
MOJEKyfbl, KOTOPblE MOTYT CBSI3blBaTbCSi C (PEPMEHTOM U He [0-
nyckatT ero paspyLueHus, obecne4nsasi NpoHMkHoBeHWEe Bernka
B 9HAOMNNA3MaTUYECKUA PETUKYIIOM M NU3ocombl. B nrusocomax
(hapmakonorm4yeckume LanepoHbl OTCOEAMHATCS OT 6enka u ep-
MEHT HaunHaeT paboTaTb.

OMoLuMoHanbHas nogaepkka u ceMenHoe KOHCYNbTMpOoBaHue
OOMKHbI CTaTb HEOTHLEMIIEMOW YacTbi0 yXoAa 3a nauueHTamu.
Kpome Toro, npefocTasneHve nauneHTaM BO3MOXHOCTb obLuaTbest
C ApyrMMuy naumeHTaMm n nx ceMbsiMn, GOpoLLMXCS ¢ NOAOGHbIMK
npobrnemamMmu, MOXeT NOMOYb YNyYLIUTb YYBCTBO M30nsLmn. KoH-
cynbTaumMm OOMKHbI BKIOYAaTh Creayrowmx cneumnanmcToB: Mme-
OVLMHCKOIO reHeTvKa, Hedporiora, kapavonora, ogtanbmonora,
cneumanucTa no 6onu, HeBporora.

OuncnaHcepusauns naumeHToB ¢ 6onesHeto Pabpu — nauneHT
OOIKEH NMPOWTN OCMOTP U 0BCcrnegoBaHue y pasHblX CreumanvcToB
He pexe 1 pasa B rog.

MPAKTUHECKAA MEOMLIMHA ‘\}\M

MporHo3 anst naumeHToB ¢ B® ynyywwmnncs B pesynsrate Ucnosb-
30BaHMs remofuanunsa 1 NoYeyHon TpaHcnnaHTauum. GepmMeHT
3amMecTuTeNbHas Tepanusi MPOAEMOHCTPUPOBAara NoNoXUTENbHbIE
pesynbraTtbl B USMEHEHNM A0NTOCPOYHbIX OCNoXHeHW B®. OcHoB-
HbIMW NPUYNHAMWN CMEPTU SBMSIOTCS MOYEYHast HEAOCTaTOYHOCTb,
6ore3Hn cepaLa UM UHCYNLT B Bo3pacTe okoro 50 net ans ro-
MO3UFOTHLIX MYXX4MH 1 OKoro 70 neT ANs XXeHLWUH-HOCUTENbHULL.
CepbesHble cepaeyHble HapyLIeHWs SBASOTCS OCHOBHOM MPUYNHOM
CMEepTENbHOMO UCX0Aa, YMEHbLUEHUS MPOAOMKUTENBHOCTM U CHU-
YKEHUS1 Ka4eCTBa XKN3HW Y NauneHToB ¢ bd.
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