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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
rnukocduHronmnngos (Gb3, nn3o-Gb3) Ha kneToyHOM ypoBHe. HakonneHne aTux riamkoCOUHIONMNUAOB B KIeTKax MOXET NPUBECTU K NMporpeccupyowemy
NOBPEXAEHNIO XXN3HEHHO BaXXHbIX OpraHoB3~s,

BonesHb Mabpu BCTpeuaeTcs peako, nopaxas npumepHo 1 3 40,000 Myxunn’n 1 n3 20,000 >keHLWMH’ M O4EHb YACTO ee AMarHOCTUPYIOT HENPaBMbHO, TaK Kak
6onesHb Pabpu nposiBnsieTca pasHoObpa3HbIMU HeCNELNMUYHBIMM CUMITOMaMU CO CTOPOHbI Pa3fMYHbIX OPraHoB. OTW CUMMNTOMbI YACcTO COBMaAatoT C

apyrumm 3aboneBaHnsaMK, 4TO 3aTpPyaAHSET NOCTAHOBKY AnarHo3a. B ctatbe, onybnunkosaHHom B 2004 roay, y 25% u3 366 nauneHTOB, 3aperMcTpMpoBaHHbIX B
WUccnenosanum 6onesun ®abpu (MBD*), 30T AnarHo3 6bin paHee nocTasneH owmnboyHo.”

KnuHuueckue nposisnexns 6onesHm M®abpu peHotTunnyeckn HeogHopoaHble. CUMNTOMbI Hecneunduueckne, u MoryT U3MeHATbCS OT GeHOTMNA KNACCUUYECKOM
dopmbl 60ne3Hn Dabpu, Koraa NnopakaeTcst HECKONbKO pa3HbIX OPraHoB, A0 NOPAXXEHMSA 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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®EHOTUNMMNMYHECKOE NMPOSABJIEHUE BOJTIE3SHN ®ABPU

BonesHb Pabpu MOXET NPOABNATLCA B BUAE KNACCUMUYECKON HOPMbI UM BONE3HM C NO3AHMM HAYyanoM, KOraa TEYeHUE

3aboneBaHuMs OTAINYAETCS B 3aBUCUMOCTM OT MALMUEHTOB C UX CIJEHOTMI'IOM.
YacToTa BCTpe4aeMOoCTn Npn3HakoB 1 CUMNTOMOB, U BO3pPpdCT Ha MOMEHT Ha4daJla NpoaB/ieHna 3aboneBaHma Takxe MOryT

BapbupoBaThcs.”™

KJIACCUYECKAS BOJIE3Hb ®PABPU

v’ Knaccnueckast 6onesHb @abpu xapakrepu3ayeTtcs OTCYyTCTBUEM unu Hebonblioi (<1 %) a-fan A pepMeHTaTUBHOM

aKTMBHOCTbIO M3-3a MyTauui B reHe GLA "

v HauanbHble npusHaku knaccuueckon 6onesHun Mabpu, kak npaBuno, NPosBAMIOTCS B AeTcTae.
e PaHHMEe KIMHUYECKMe CMMNTOMbI BK/IKOHAKOT B ceba akponapecTesunto, aHrMOKepPaTOMbI, HENepeHOCUMOCTb XXapbl,

BOPOHKOBUAHYIO KEPATONATHIO M XKENYA0UHO-KULIEYHbIE OCNOXKHEHMS. "

 [lo Mepe nporpeccnpoBaHus 60n1e3HU, OCNOXHEHMS MOTYT BKIKOYATh B Ce6S NpOrpeccuMpyoLLyio NoYeYHy
HEeA0CTaTOYHOCTb, rnepTpoduyeckyo kapamommonatmo (HCM), HeBponornyeckme 0CNOXHEHUS U HapYLLEeHUS
MO3roBOro KpOBOOBPALLEHMS, B KOHEYHOM CHETE NPUBOAALLME K COKPALLEHHOM NPOAOIKUTENBHOCTM XMU3HM. ™

NO3AHEE HAYAJ10 BOJIE3HU ®ABPU

v [Mo3gHee Havyano 6onesHn Mabpu xapakTepusyeTcs 0CTaTouHbIMK YpoBHAMU (20.5-30%) dhepMeHTaTUBHOW aKTUBHOCTU

a-Tan Aus-3a MyTaumm B reHe GLA.*"*

v Y nauueHTOB MOryT OTCYCTBOBATb XblpaKTePHbIE CUMMNTOMbI Knaccuyeckoi 6onesHn ®abpu, n moxeTt 6biTb
nopaKeH TONbKO OAMH UM HECKO/IbKO opraHos. 1019

* TunuuHble cepaeUHble MU NoYeyHble CUMNTOMbI MOTYT NOABUTLCA B 6onee Nno3aHem Bo3pacTe (OT copoKa A0
BocbMuaecatn net)>2022 3 yepeHbpo-BaCcKyNAPHbIE CUMNTOMbI, TaKME KaK KPUMNTOreHHbIN UHCYNbT, MOTYT

NPOoABAATLCA B MOJIOAOM Bo3pacTe.?324
* Llepebpo-BacKyNsipHble OC/NOXHEHMUS ABASAIOTCA OCHOBHOM NPUYMHOMN paHHel 3a601eBaeMoCTU U CMEPTHOCTU Y

naumeHToB c 60n1e3Hbi0 Pabpun.2> Monoabix B3pOC/AbIX NALMEHTOB C Lepebpo-BacKynApHbIMU HapyLUEHUAMW Ha
doHe nHpapKTa MMOKapaa 1 NoYevyHoM ANCPYHKLUUM caesyeT pacCMaTPUBaATb C TOYKM 3PEHUA BO3SMOXKHOMO
Hannuuna 6onesHu dabpu.2®

* Y nauuneHToB c 601e3HbI0 PabpPU ULLEMUYECKUIN MHCYABLT N TPAH3UTOPHbIE UleMmndeckme atakm (TUA) asnsatoTcs
Hamnbosee pacnpoCcTpaHEeHHbIMU LLepPebpo-BacKyIAPHbIMMN HapyLLEeHUAMU N BO3HUKAIOT B 6onee paHHeMm BO3pacTe,

yem 06bIYHO B 06LLEN COBOKYMHOCTU Nonynaumnm.?>

BONE3Hb ®ABPU: CTPEM/IEHME K MOCTAHOBKE OMATHO3A 419 OBECNEYEHWSA HEBPOIOTMYECKOM 3ALLMTDI




S
LEEHTPAJIbHAS| HEPBHASI CUCTEMA NPU BOJIE3HU DABPYU

v’ [JaHHble, nony4yeHHble B aekabpe 2007 roga npu ob6cnenoBaHumn 1453 B3pocnbix naumeHToB ¢ 6onesHbto @abpu n3 NbO,
MOKasanu, 4To Hanbonee pacnpoCTpaHEHHbIMU 0OLWMMU KIIMHUYECKMMU MPU3HAKAMM Dbl HEBPOOrMYyeckue, Habnoaaswmecs y
75% 13 699 nauMeHTOB MYXCKOro nosia U 61% m3 754 naunmeHToB KEHCKOro nona co CpeaHuUM (CTaHAAPTHOE OTKNOHEHME) BO3PacToM
Havana 3abonesanunsa 15,1 (15,0) netn 20,9 (17,9) ner, COOTBETCTBEHHO. "

v’ HeBponornueckue npmsHakm n cuMntombl npu 6onesHmn @abpu MOryT BKAKOYATL: aKponapecTe3unto; MU3MeHeHne TeMnepaTypHoOm
YYBCTBUTENBHOCTM ; aTaKCMI0™; aHOManMUM MO3ra, 06Hapy>KMBaeMble MarHUTHO-PE30HaHCHOI ToMorpaduen (MPT); KOFHUTUBHbIE
npobnembl; AUNAONMI0™; FONOBOKPY)XEHWE; AM3aPTPUI0; racTonapes”’; reHepannM3nMpoBaHHYyo 60/b>; MOTEPIo Ciyxa’; TMNOrmMapos™;
MUIPEHb UN PELIMOMBUPYIOLLYIO FONOBHYI0 60/b™"; TOWHOTY; HEBPONATUUECKYIO 60b ; HUCTAarM™; OPTOCTAaTUYECKYIO
HenepeHOCMMOCTb ; MHCYAbT, 0BbIYHO BO3HMKAIOWMIA B paHHeM Bo3pacTe™; TUA™; n Ba3soMOTOpHble HapyLeHns.”

v’ HeBponorunyeckue npossneHus 6onesHn M@abpu 3axBaTbiBaOT NepudeprUUecKkyro 1 LeHTPasbHY0 HEPBHYK CUCTEMY U BO3HMKAKOT
B pe3ynbrate HakonneHuns Gb3 B kneTtkax LUBaHHA, raHIMAX 3a4HUX KOPELLKOB, @ TAaKXXe B HEMPOHAX LEeHTPasibHOM HEPBHOWM
cuctembl. HakonneHue Gb3, BeposSTHO, MPUBOAMT K HAPYLIEHWUIO DYHKLMOHUPOBAHUS COCYA0B, BTOPUYHOMY MO OTHOLLEHMIO K
amchyHKUMM 3HooTenmna.”



UHCYJIbT:
NMTABHOE HEBPOJIOI'MYECKOE
NMPOSABJIEHUE BOJIE3HU ®ABPU

v’ bonesHb Mabpu aBnseTcs BaxHbIM HaKTOPOM, Bbi3bIBAKOLLUM
MHCYNbT Y MOJIOAbIX NHOAEN U KPUNTOFEHHbIN UHCYNbT.
LlepebpanbHas Backynonatusi C BbICOKOM YaCTOTOM MHCY/bTA
SBNSETCS OOAHUM U3 K/IKOYEBbIX HEBPONOTMUYECKMX NPOSIBEHUNA Y
naumeHToB ¢ 6onesHbio Mabpu.™
e [laHHblie 2005 r. 0 688 naumeHTax, 3aperncTpupoBaHHbIX B
NB®, cBMaeTenbCTBYHOT, UTO 13,2% nauneHToB nepeHecu
nweMmnyeckui nHeynet unm TUA, kak npaBuno, B paHHEM
Bospacre.”

v’ Y MHOrMX naumeHToB ¢ 6onesHbio @abpu noveyHble nnm
cepAeyHble NposiBNEHUsI HE 0OHAPY)XMBAOTCA 40 NEPBOrO MHCYNbTA,
YTO O3Ha4aeT, uTo 6one3Hb Pabpu MOXET ObITb M He
AMarHoCTMPOBaHa 40 Takoro cobbiTns.”

e [laHHble Pernctpa 6onesnn @abpu* B 2007 r. nokasanu, 4to
38,5% 13 52 naumeHToB xxeHckoro nona u 50,0% n3 86
NaLMEHTOB MYXCKOr0 Nnosia NnepeHecn NepBbii MHCYNbT 40
TOrO, KaK y HUX Bblna AMarHocTMposaHa 6onesnb Mabpu.™

v/ VIHCYNbT MOXET CTaTb NPUUYMHON NPEXAEBPEMEHHON CMEPTU Y
naumMeHToB ¢ 6onesHbto Pabpu, o yeM coobwanocb y 45,2% ns 42
nauMeHToB € 6onesHbto Pabpu, ymMepLUMX U BKTKOYEHHbIX B
nccneposanmne MB® B 2007 .

CKpUHUHT 3904 naumMeHTOB MYXCKOMo Nnofa C NpeMMYLLECTBEHHO KPUMTOrEHHbIM UAN ULLEMUYECKMM MHCYBTOM
BbIIBU/I PACMPOCTPAHEHHOCTb BapuaHTOB reHa GLA, cB3aHHbIX ¢ 6one3Hbio Mabpu, Ha yposHe 0,13% (n=5)*

* Peaucmp 6one3Hu @abpu — 3mo npooosxaowascs MexoyHapooOHas MHO20UEHMpPOo8as 0630pHAS Npo2pamMMa, UHULUUPOBAHHAS, PUHAHCUpYeMas u noddepxusaemas
¢ 2001 2. komnaHueti Sanofi Genzyme, Komopas omciexusaem 06bIYHbIE KIUHUYECKUE UCX00bI Y NAUUEHMO8 ¢ bonesHbio Dabpu.”

BONE3Hb ®ABPU: CTPEM/IEHME K MOCTAHOBKE OMATHO3A 019 OBECMEYEHNS HEBPOJIOTMYECKOM 3ALLMTDI
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¢ HeBponoru MoryT noMoub B paHHeit amarHoctuke 6one3un Mabpu 1 3a40KyMEHTMPOBATL HEBPONOrMYECKOE NOpaXeHWe, CBA3aHHOE C 6one3HbHo.>2

v HeBponory Heo6Xx0AMMO 3HaTb, YTO aKPONapeCTe3ns MOXET ABNATLCA paHHMM Npu3HakoM 6onesnn Dabpu y aeTeit u noapoctkos.”*? Akponapecresun unm 60nesoi
KPU3 XapaKTepU3YeTCsi XPOHUYECKUM UM SMU30AMYECKUM OLLYLLEHMEM XOKEHMS B NIAJOHSAX PYK MAW NOAOLIBAX HOF.

v Bonesnb Mabpu Takxke MOXET ABAATLC OCHOBHOM NpuunHoi TUA unmn MHCynbTa, 1 ee cneayeT MMeTb B BUAY Y naumeHTos B Bo3pacte 40-50 net.”” Hesponoram cneayer
MOMHMTb, YTO Y TaKMX NALMEHTOB MOTYT TaKXKe NPOSABAATLCS OAMH MM HECKOJIbKO NPU3HAKOB, TAKMX KaK aHrMOKepaToMa, aHrMapo3 UK rmnoruapos, BOpOHKOBUAHAS
KepaTonaTtus, HENepeHOCUMOCTb IKCTPEMANbHbIX TEMNEpaTYp M NpoTenHypus.”

v BceM naumeHTaMm C KpUMNTOrEHHbIM MHCY/ILTOM B Bo3pacTe 18-55 fleT peKoMeHAyeTCs NPOMTM CKPUHUHT Ha 6onesHb Dabpu.”

v’ B HekoTopbIX cnyyasx 6onesHb @abpu MoxeT 6bITb OLUIMOOUYHO AMArHOCTMPOBAHA Kak paccesiHHbiiM cknepo3 (PC), nOCKoNbKY y NALUMEHTOB U C TEM U C APYIUM
3aboneBaHmemM MoryT HabntoaaTtbca 6onun, u Ha MPT nposBnaTbca nopaxxeHus 6enoro BewecTea.37 B o4gHOM nMccneqoBaHUM AaHHbIX U3 LeHTpoB 6one3Hn Pabpu B
lfepmaHum 11 n3 187 naumeHnToB (5,9%), y KOTOpbIX M3HAYaNbHO 6bin anarHoctupoBaH PC, 6bina obHapyxeHa 6onesHb @abpu. [InarHo3 6onesnm Mabpu BoisBASACS B
cpeaHeMm yepes 8,2 roaa nocie nNocTaHoBKM anarHosa PC.*

v oMol HEBPO/IOraM B AMArHOCTUKe 6oe3Hn Dabpu y NaUMEHTOB C NePBOHAYabHO AUArHOCTUPOBaHHbIM PC ¥

» KnuHuuyeckme nposiBneHns B pasfiMiyHbIX OpraHax, BK/oYas Noyku, CepaLe M rnasa, A0/MKHbI ObiTb MPOaHANN3UPOBaHbI HA BO3MOXHOCTb NOCTAHOBKM AMArHo3a
6onesHn ®abpu, 0CO6EHHO Yy MYXXUNH

» bonesHnb ®abpu cneayet noao3peBaTb BO BCeX Cayyasx npeanonaraemoro PC ¢ aTMNMYHON KIMHMKOM M aTUNUYHBIMK AaHHbIMKM MPT, a TaKkke npu oTCyTCTBUM
OJIMFOKNOHANbHbIX rPYNM B CMMHHOMO3rOBOM XXMAKOCTW.

» PekomeHayeTcs onpeneneHve ceMerMHOro aHaMHesa 6onesHun Mabpu unu ee KIMHUYECKMX NPOSABAEHUM, TAaK KaK 3TO BaXHO A8 BbiIbopa COOTBETCTBYIOLLErO NEYEHMUSI.

Ecnu Bbl nopospesaete y ceoero naumeHTa 6onesHb Mabpu, pekoMeHayeTca:
v MpoBecTn 6UOXMMUYECKMI MW FEHETUYECKUI aHanu3.”

Ecnu 6one3Hb Mabpu noarsepxxaaetca y Bawero nauneHra, Bol Moxere:
v/ HanpaBuTb NauMeHTa K COOTBETCTBYIOWEMY CIICIIUATIUCTY®

v’ PekoMeHa0BaTb NPOBEAEHUE reHeanorMieckoro aHann3a C Liebio OnpeaeneHus, He CTpaaaloT An Apyrue uneHbl cembn. ™
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