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BOJIE3Hb ®ABPU: TPYAHOCTU C AMATHOCTUKON
BonesHb M®abpu — 310 ogHa M3 HaMbonee pacnpoCTPaHEHHbIX IM30COMasnbHbIX 60e3HEN HaKoNIeHMs, KOTOPas BO3HUKAET B pe3y/ibTaTe MyTalun B reHe GLA,

KOTOPbIN HaxoauTcs Ha X XxpoMocoMme, u 3awndposbiBaet chepmeHT anbha-ranakrosuaassl A(a-fan A).1 7 BonesHb - nporpeccupytoLLee, onacHoe Ans XU3Hu
3aboneBaHue, KOTOpPOEe pa3BMBaETCS B pesynbTaTe AedmumnTta pepMeHTaTUBHON akTUBHOCTU anbda ranakrosmgasbl A 1 HakonneHnd
rnukocguHronmnngos (Gb3, nn3o-Gb3) Ha kneToyHOM ypoBHe. HakonneHne aTux rmukoCcUHroNMNNLOB B KNeTkax MOXET NPUBECTU K NporpeccupyroLemMy
NOBPEXAEHNIO XXN3HEHHO BaXXHbIX OPraHoB3~8,

BonesHb Mabpu BCTpeuaeTcs peako, nopaxas npumepHo 1 3 40,000 Myxunn’n 1 13 20,000 >KEeHLMH’ M O4EHb YACTO ee AUarHOCTUPYIOT HEMPaBMAbHO, TaK Kak
6onesHb Pabpu nposiBnsieTca pasHoOOOpas3HbIMU HECNELNMUYHBIMM CUMITOMaMKU CO CTOPOHbI Pa3fMYHbIX OPraHoB. OTW CUMMNTOMbI YAcTO COBMaAatoT C

apyrumm 3abonesaHnsMK, 4TO 3aTpPyaAHSET NOCTAHOBKY AnarHosa. B ctatbe, onybnukosaHHoM B 2004 roay, y 25% u3 366 nauneHTOB, 3aperMcTpMpoBaHHbIX B
WUccnenosanum 6onesun ®abpu (MBD*), 30T AnarHo3 6bin paHee nocTasneH owmnboyHo.”

KnuHnyeckue nposisnenns 6onesHm M®abpu peHotTunnyeckn HeogHopoaHble. CUMNTOMbI HecneumM@uueckme, u MoryT U3MeHATbLCS 0T GEHOTUNA KTACCUYECKOM
dopmbl 60ne3Hn Dabpu, Koraa NnopaxkaeTcst HECKOSbKO pa3HbiX OPraHoB, A0 NOPAXEHMUSA TOJIbKO OAHOr0 OpraHa, B Buae nosgHero Havyana 6onesHm Mabpu.
*Mb® — 3mo nocmosHHO delicmeyowuli pecucmp nayueHmos, docmynHsili 015 nayueHmos ¢ 6one3Hbio Pabpu, UHUYUUPOBAHHBIT U puHaHcupyemeili ¢ 2001 2oda
komnaxueli Shire (menepb yacms komnaHuu Takeda), a meneps npodomuaemsiii u GuHaHcupyemsiii komnarueli Takeda.”
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®EHOTUIbI BOJIE3SHU ®ABPU

bonesHb <Da6pl4 MOXXET NMpoAaBaATbCA B BUAE Knaccuyeckom CbOprI nnu 60ne3HM C NO34HUM HaAYaNoM, KOrga TeyeHue

3abonieBaHMA OTIMYAETCA B 3aBUCMMOCTM OT NALMEHTOB C UX CbEHOTMI'IOM.
YacToTa BCTpEYAEMOCTU NPU3HAKOB U CUMITTOMOB, N BO3PACT HA MOMEHT Ha4asia NpoAaB/I€EHUA 3aboneBaHua TaKkxe MOryT

BapbupoBaTbCca.”

KNTACCUHECKAS BOJIE3Hb ®ABPU

v Knaccuyeckas 6onesHb @abpu xapakrepusyeTcs oTcyTcTBUeM uam Hebonbwon (<1%) a-fan A bepMeHTaTUBHOM
aKTMBHOCTbIO M3-32 MyTaLMK B reHe GLA.*"

v’ HauanbHble npu3Haku Knaccuueckoi 6onesnu Mabpu, Kak Npasuno, NposasasAoTca B getcree. ™
» PaHHME KNMHMYECKME CUMNTOMbI BK/IHOYAIOT B cebs akponapecTesnto, aHrMoKepaToOMbl, HEMNEPEHOCUMOCTb Xapbl,

BOPOHKOBUHYIO KEPaTONaTUIO U XKENYA0UHO-KUILEYHbIE OCIOXHEHUS. "

« [lo Mepe nporpeccpoBaHust 60NE3HU, OCIOKHEHUS MOTYT BK/OYATb B CE6S NPOrpeccupyroLLyto MOYEYHYIO
HeLOCTaTOYHOCTb, rMNepTpoduyeckyto kapamoMuonaTuio (HCM), HEBPONOrMUYECKUE OCIOXKHEHUSA U HAPYLLEHUS
MO3roBOro KpOBOOGPALLEHUS, B KOHEYHOM CUYETE NPUBOASLIME K COKPALLEHHOMN MPOAOMIKUTENBHOCTU XKU3HW."

NO3AHEE HAYAJ10 BOJIE3HN ®ABPU

v [Mo3gHee Havyano 6onesHn M@abpu xapakTepmusyeTcs 0CTaToUHbIMU YpoBHSAMU (20.5-30%) dbepMeHTaTUBHOW aKTUBHOCTU

a-fan A u3-3a mytauum B reHe GLA.

v Y NaLMeHTOB MOXKET BbiTb HECKOMLKO MM MOTYT OTCYTCTBOBATb XapaKTEPHbIE CUMMTOMbI K1accuyeckoii 6onesHn Mabpu, u
MOXET 6bITb MOPAKEH TONLKO OAMH MM HECKONbKO opraHos. ™"

« TUNWYHbIE CEPAEYUYHBIE U MOYEYHbIE CUMMTOMbI MOIYT NOABUTLCS B 6onee no3gHeM Bo3pacTe (0T cCopoka Ao

BOCbMuMAECATH NeT) >, a uepebpo-BackyNapHblE CUMMTOMbI, TaKUE KaK KPUNTOrEHHbIM MHCYbT, MOTYT

NpOSIBAATLCA B MOMIOAOM Bo3pacre.”

Yy HEKOTOPbIX MaLMEHTOB C NO3AHUM HAYa/IOM b6onesHu CDa6pM MOXXET pa3BUTbCA cepﬂ.equlﬁ CI)EHOTMI'I. JTU NAUMEHTbI He
UMEIOT CUMMTOMOB B TEYEHUE BCEM XKU3HMU, U Y HUX HE pa3BMBAIOTCA NMPOABJIIEHUA, CBA3AHHbIE C Knaccmuyeckorn 6onesHbto

<Da6pl4. MHOrMM nauMeHTam AmarHo3 CTaBMTCS TOSIbKO MOC/e Havana cepaoeYHbIX I'I[JOFIBJ'IGHMIZ.8
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CEPALLE NPU BONE3HU ®ABPU

MNopaxkeHus cepaua SBNAOTCA 0ObIYHBIM 9BEeHMEM npu 6one3Hn Pabpu, n otMedaroTca y 69% 13 201 naumeHTa MyXCKOro nona, u
65% 13 165 nauMeHTOB XXEHCKOro nona, 3apernctpupoBaHHbix B UB® B 2004 roay.4 B HeKkoTOpbIX Cyyasix, Hanpumep, y NauMeHToB C
NO34HMM HauanoM bonesun Mabpu, NPOSABAEHUS MOFYT OrpaHMUYMBATbLCS TOMLKO KapaMo natonornamm.””

v/ CMMNTOMbI CO CTOPOHbI cepaua npu 6onesHn Mabpu MoryT BKAOYaTh B Cebsi: npeacepaHyto dmbpunnaunio; bpagukapamio;
dnbpo3 mmokapaa; NlKMI1; XxpOHOTPOMNHYK HEKOMMNETEHTHOCTb; CEPAEYHYH HEA0CTAaTOMHOCTb; TMNEPTPOdUIO NEBOIO Xenyaouka
(ITT1XK); cHMXeHMe TONepPaHTHOCTM K PM3MYECKOM Harpy3ke; BHE3AMHYK CEpAEUYHYI0 CMEPTb; 0OMOPOK; M XeNya04YKOBYHO
Taxukapamio.”

v’ OCHOBHble NpOSBNEHMS NOPAXeHMs cepaua npu 6onesHmn @abpu - 370 Nporpeccupytoee yToNLeHNE CEPAEYHOM CTEHKM, KOTOpOoe
MO>XeT BblpaxaTbcs B Buae MKMIM.”

v’ Opbllka 1 60Nb B rpyan, KOTOpble SBASKOTCS KIMHUYECKM BaXXHbIMM CUMMTOMaMM CepAeYHbIX MPOSIBAEHMI Y NALMEHTOB C
6onesHbio Mabpu, MOryT 6bITb CBA3aHbI ¢ MK

MopaxeHue cepaua — 3T0 0O4Ha M3 MMABHbIX MPUYMH YACTOTbI OCIOXKHEHMI M CMEPTHOCTU Y MALMEHTOB € 6onesHbio Mabpu.*

Y 42 naumeHTOB, 3apernctpmpoBaHHbix B UBD, ubn cmepTtu 6bi1n 3apernctpuposanbl ¢ 2001 no 2007 rog, 6onesHb cepaua 6bina
OCHOBHOW MPUUYMHOMN cMepTH (rae 6bi10 M3BECTHO), Kak Y NaLMEHTOB MYKCKOTO (34%), Tak 1 sxeHckoro (57%) nona.”



ABE KJIKOYEBbIE OCOBEHHOCTHU
NMPU bONNIE3HUN ®ABPU

TMNEPTPODUYECKAA KAPAUOMUOIATUSA (TKMIT)

v [KMI1 xapakTepusyetcs [JIXK HEACHOM 3TMONOrMM NPU OTCYTCTBUM BTOPOCTENMEHHBIX NPMUKH [T1K, TakMX Kak runepTeH3us

W CTEHO3 aOpTaNbHOro OTBEPCTHS KNanaHa.”
v’ Y naumeHToB ¢ 6onesHbio Pabpu HakonneHme Gb3 NpomncxoamT B pa3nnyHbIX TUNaX KaeTok. PasBmBatoTca

nporpeccupyroLme n3aMeHeH1s B KrneTkax NpoBoAsLLEen CUCTEMbI cepaua, rmneptpodus n ombpos mumokapaa.”
v’ B ogHoM nccnepgosanmu 151 naumnenta ¢ TKMIT HesacHoM aTMonoruu, y 5.3% 6binu BoisBNEHbI MyTaLMn B reHe GLA.*

TMNEPTPO®USA JIEBOIO XXEJTYAOUKA (I1XK)

v 71X - 370 paHHee HapyLUeHWe cepaeyHoii AesTenbHOCTM npu 6onesHn Mabpu®. Kak npasuno, y naLmMeHToB ¢
bonesHblo ®abpu passmBaeTca KOHUeHTpUYeckas MK, Ho Takke MOryT BbISBSIATbCA acCUMETPUYHbIE POPMBbI
rmnepTpodum Ha dxoKr.*

v 11X npu 6onesun @abpu 9BASETCA NPOrPECCUPYIOLLEN U 0BBIYHO Y MYXXYMH BO3HMKAET PaHbLLE, YEM Y XKEHLLMH.
v’ PasButune runeptpodumn MoOXeT NPUBECTU K AUCHYHKLMM NIEBOTO XKeNyaouka.*

v’ M3 752 naumeHTos, 3apernctpupoBaHnHbix B IB® ¢ 2001 roaa no 2005 roa, MK Habnioganack y**
e 33.1% 13 124 HeneyeHbIX MYXXYMH CO CPeAHMM (CTaHAAPTHOE OTK/IOHEHWME) BO3PACTOM Ha MOMEHT Havana 3abonesaHus

42.0 (14.5) ropa
o 21.3 % n3 254 HeneyeHbIX XXEHLWMH CO CpeaHUM (CTaHAAPTHOE OTK/IOHEHME) BO3PACTOM HAa MOMEHT Havana

3aboneeanua 50.1 (12.0) roaa.

B otbopouHoM uccneposanmm 4054 MyxxumH ¢ FTKMIM mnaum MK, yactota myTtaumn B reHe GLA, cBA3aHHbIX C 60/1€3HbI0
®abpw, coctasuna 0.94% (n=38).”
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POJ1b KAPAUOJIOIA

B bOJIE3SHU (DABPU

"

3-3a BbICOKOIO NoKa3aTens pacnpocTPaHEHHOCTM NOpaXeHUs cepaua y nauneHToB ¢ 6onesHbio @abpu, KApAMONorv UMEIDT BaXXHOE 3HAYeHMe ans

S,
Lo

36 37
CKPUHWHTA U AMarHoCT1ku 6onesnn ®abpu.” Kapanonoru pekoMeHayTcs 4ns noaaepxaHus oCBeA0MAEHHOCTH 0 6one3Hn Dabpu.

38 39
«HacropaxkuBaiowme npusHaku» 6onesHu @abpu Ana KapaMonoros MoryT BKaoUaTh B ceba * :

v/ MyxumHbl B Bo3pacTte 2 30 neT u XeHwuHbl B Bo3pacte 2 40 net ¢ [JDK HesicHOM 3TMonormm
v HapyweHne M03roBoro KpoBoobpatieHus, HeBposiormyeckne 3aboneBaHns UNK NoYeyHasi HeJoCTaTOYHOCTb
v XenyaouyHo-KuweyHble CUMNTOMBI, XpOHMYECKas YCTanoCTb, XpPOHUYECKas 60/1b B KOHEUYHOCTSX, MOHMXEHME CyXa, U NpobneMbl C KOXEN M rnasamum

v’ [pMMeHeHne 3NeKTpOKapaAMOrpaMMbl UK XONTepa Ha 48 YacoB: KOPOTKMIM UNW YANUHEHHBIW PR-MHTEpBAN, HApYLUEHWUS BHYTPUXKENYA0YKOBOM
NPOBOAUMOCTU MU HEOBXOAMMOCTb MOCTOSAHHOIO KapAMOCTUMYNATOPA, aTPUOBEHTPUKYNSIpHaa 6a1okaaa unm 6paamkapams, aputMms

v 3KCTpaKapﬂ,Maﬂbele HaprJEHMFI:,EI.MC(DyHKLI,MFI no4ek, MHCYNbT UIN TPAH3UTOPHAA NLeMnyeckada ataka, aHr’MokepaToOMbl U BOPTUKO3HAA KEPATOMNATUA

v’ Mcnonb3oBaHuWe axokapauorpaduu: noarsepxaeHue KoHueHTpudeckom K (13-22 mm), HeobcTpyktueHom TKMI, runepTpodum npaBoro xenygo4uka unm
UCTOHYEHME OCHOBHOM HUXXHEOOKOBOM CTEHKM NEBONO Xenyaouka

v’ cnonb3oBaHue KapananbHOW MarHMTHOM pe30HAHCHOM TOMOorpaduun: NpusHaku 3aaHe-60K0BOro OTCPOYEHHOIO KOHTPACTMPOBaHMS, COKpaLLeHne
6eckoHTpacTHoro T1l-curHana unum ysennyexuve T2

¢’ CHMXKEHHas CKOpOCTb KNTy6ouKoBOM GUNbTpaLMK, AaHHbIe, NOATBEpXAatoL e NPOTENUHYPUIO, UM BbICOKOUYYBCTBUTENbHbIN TPOMNOHUH
v [eHeTnyeckas npeapacnofioXeHHOCTb K 6onesHn Mabpu, KPUNTOTEHHbINA UHCYNLT UK TXKENaa NOYeYHas HeLO0CTaTOYHOCTb.

Ecnu Bbl nopo3peBaeTe y cBoero nauueHTa 6onesHb @abpu, pekoMeHayeTca:

v MpoBecTn BUOXMMUYECKMIT UNU FeHETMYECKMI aHanus.”

Ecnu 6onesnb Pabpu noarBepxpaerca y Bawero nauneHTa, Bbl MoXeTe:
v HanpaBuTb naumeHTa K COOTBETCTBYIOLEMY CrieuuanmncTy”

v PekoMeH0BaTb NpoOBEAEHME reHeanorMuyeckoro aHanmsa C Liebio onpeaeneHus, He CTpaaatoT u Apyrue yneHbl cembu.
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