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Bonesup ®abpu (B®P) — penkas X-cuemseHHas JIM30COMaTbHAA 60.1e3Hb

HAKOIMIeHHs, INPUYMHOM KOTOPOH SIBASETCS  BPOKIEHHbIA aepuunt -

raaKTO3Maa3bl, B pe3yjbTaTe 4ero GOpMUpYeTCs HECTIOCOOHOCTh K KaTadO0Iu3My
[IHKOCGUHIOJIMIIMAOB, KOTOpbIE HAKaIUIMBAIOTCA B JHM30COMaXx, CIOCOOCTBY S
PasBHTHIO JIM30COMAIBHBIX M KJIETOYHBIX AMUCQYHKIHMH, 4TO B CBOIO OHepeldh
BBI3BIBAET KACKA/ MILEMHH M (GuOpo3a TKaHei. AKTyalbHOCTh JaHHON IPOO.IeMBI
obyciaBiuBaeT TO, 4YTO JaHHOoe 3aboseBaHHE SBJIACTCSA ONHMM U3 Haubo1ee
pacrpoCTpaHEHHBIX JIU30COMaNbHBIX ~0OOJIe3HeH HAKOIUICHHUS. B pedepate
JIOCTAaTOYHO XOpOILO TpeACTaBlIeHbl KIMHMYECKHE XapaKTEepUCTHKH 00:1e3HU
®abpyu, a TakKe OCHOBHBIE IOJXOMbl K JHAarHOCTUKM M BEJCHUIO MAalMEHTOB C

naHHOM marojoruei. Tema aktyansHa. Jlutepartypa COOTBETCTBYCT BBEIOpPaHHOH

TEME.
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Onpenenenue: boaesns ®adpu unum 6ose3nb Annepcona-dabpu — Hacnen-
CTBEHHOE 3a00JIeBaHUE, OTHOCAIIEECS K TPYIIe JIM30COMHBIX O0JIE3HEH HAKOTUICHHUS,
00yCJIOBIICHHOE 3HAUYUTEIbHBIM CHUKEHUEM aKTUBHOCTH HJIA OTCYTCTBHEM (epMeH-
Ta o-rajakro3uaassl A. Jlebunut pepMenTa npuBOUT K HAKOIUICHUIO TTI000TpH-
a03WIIepaMKia U POJACTBEHHBIX MNMKO(GOCHOIUNHUAOB B IM30COMAX KIETOK pa3ind-
HBIX OpPraHoB, BKJIIOYAs CEpJilie, MOYKH, HEPBHYIO CUCTEMY U SHIOTENIUNA COCYI0B.
bosie3ns BriepBbie onucaHa B 1898 r. aHMIMNACKUM JepMaTOJIOroM AHIAEPCOHOM U
HeMelKuM aepmaroiorom @abdbpu. B nerckom Bo3pacte 3ab00aeBaHNe MPOSBISETCA
0OJISIMU B KUCTSIX M CTOIAX, aHTUOKEpAaTOMaMHU, TUIIOTUIPO30M, aCTEHUEH; B OoJiee
CTapIlieM BO3pacTe NMPUCOETUHSIOTCS 00Jb B )KUBOTE, MOPAKEHUE TIOUEK, CEPIIa,
BO3MOYKHBI TPAH3UTOPHBIE UIIIEMUYECKUE aTaKH, UHCYIBT. 3a00JIeBaHHE HOCUT TIPO-
TPECCUPYIOLINN XapaKTeP, COMPOBOKIACTCS CHUKEHUEM KaueCcTBa U MPOJOIIKHU-
TEJIbHOCTH KU3HU. CMEPTh MallMEHTOB, KaK MMPaBUJIO, HACTYIAET HA 4-M JIeCSITUIIe-
TUU KU3HHU OT CEPJICUHO-COCYUCTHIX, IEPEOPOBACKYIISPHBIX OCIOKHEHUN UITU TI0-

Ye4yHOU HCOOCTATOYHOCTH.

Onuaemuosorus: bonesnr ®abpu oTHOCUTCS K peIkUM 3a00seBaHusIM. Pac-
MPOCTPAHEHHOCTH OOJIE3HH B PA3IMYHBIX CTPAHAX MUpPA BapbUPYET B IIUPOKUX TIpe-
nenax (ot 1 ma 117000 no 1 va 476000 Hacenenust). Y My>KUWH U KEHIIUH C PAaHHUM
HWHCYJIBTOM YacToTa 6oje3au ®adbpu coctaBuia 4,2% u 2,15, COOTBETCTBEHHO, C TH-
nepTpodureit IeBOro xKemya04uka HesicHoro npoucxoxaeHaus — 0,9-3,9% u 1,1-
11,8%, ¢ TepMuHanbHOM MoyeyHoM HegocTaTtouHOCThIO — 0,33% 1 0,10%. YacToTa
HOBBIX ciTy4yaeB 0osiesHu @abpu, olleHEeHHAs: Ha BHIOOPKaX HOBOPOKIEHHBIX Mallb-
YUKOB, 10 CHUKEHUIO aKTUBHOCTHU O-TaJaKTO3UAa3bl A cocTtaBuia Ha TaliBane 1 Ha
2400, B Utamuu 1 nva 3100. BeposiTHo, uTO 60JI€e pacnpoCTpaHEHHBIM SBISIETCS JIeT-

KOC, aTHUIIMYHOC TCUCHHUC b®d ¢ IIpU3HAKaMHU ITIOPAXKCHHA OAHOI'O OpraHa.

Ituogorus: [IpuunHoit BOZHUKHOBEHHUS 00sie3HN Dadbpu ABISIOTCS MyTaIluu

reHa GLA, KOHTpOJIMPYIOIIEro CTPYKTYPY o-raiakto3unassl A. bonesnp @adbpu



HACJEeAyeTCs M0 PELlECCUBHOMY X-CLEIUIEHHOMY THITY. | €MHU3UTOTHBIE MY>KUHUHBI
UMEIOT €IMHCTBEHHYIO MYTaHTHYIO X-XpOMOCOMY, YTO ONPEAEIIAET KIIACCHUECKUI
denotun 6one3nu. OHU MepeaaroT MyTaHTHYIO XpPOMOCOMY TOJIBKO CBOUM J0YEPSIM,
HO HE CBIHOBBAM. TakuM 00pa3zom aodepu O0JIbHBIX 06051e3HbI0 Pabpu OTIIOB UMEIOT
OJIHY HOPMAJIBHYIO U OJIHY MyTaHTHYIO XpOMOCOMY, T.€. SIBJIIFOTCS] T€TEPO3UTOTaMHU.
OcTtaBasch, Kak MPaBUJI0, KIMHUYECKHU 30POBBIMUA, OHU MOTYT I€PEIaTh MyTAHTHYIO
XpOMOCOMY H, CJIE€I0BATEIHbHO, NaTOJOTHYECKUI aJlIeNb [I0JIOBUHE CBOUM ITOTOM-
kaM. TeueHue 00JIE3HHN Y HUX, KaK [IPABUIIO, YMEPEHHO-BBIPAKEHHOE C O0Jee mo31-
HUM HayajoM, MEJJIEHHBIM POTPECCUPOBAHUEM U JIETKUMHU KIIMHUKO-
NaTOJIOTMYECKUMU U3MEHEHUAMH. BmecTe ¢ Tem ObLIO MTOKa3aHo, YTO Y YaCTH reTe-
PO3UTOTHBIX KEHIIMHBI C MYTALME Ir'eHa 0-TATaKTO3UAa3bl A pa3BUBAIOTCS TAKEIbIC
nposiBieHus 6one3nn @adpu, Tpedyronme MEAUIUHCKONW MOMOIIM U BMEIIATEIb-
cTBa. MexaHu3M, MOCPEeACTBOM KOTOPOTO y F€TEPO3UTOTHBIX KEHIIUH Pa3BUBAIOTCA
KU3ZHEYTPOKAIOIINE CUMIITOMBI, HEU3BECTEH. Y OOJIBIIMHCTBA U3 HUX UMEETCS 1O-
YTU HOPMAJIbHBII YPOBEHb HUPKYJIHPYIOLIEro (DEpMEHTa 3a CUET TOT0, UTO CIIydaii-
HBII NpOLECC MHAKTUBALKUU X-XPOMOCOMBI (JJaHOHU3ALIMS) IPUBOIUT K 00pa3oBa-
HUIO KaK Je(ULMTHBIX, TAK U HOPMAJIbHBIX KJIETOK. TakuM 00pa3oM, TeTepo3UroT-
HBIX KEHIIUH HE CJIEeIyeT Ha3bIBaTh HOCUTEISIMU, TOCKOJIBKY HOCUTEIBCTBO MO Ipa-
3yMEBAET OTCYTCTBHE KIMHUYECKUX MPOsABICHUI Oone3nu dadpu.

Kanaccupuxauus

e Knaccuueckas

e artunuyHas (03/7Hee Hayallo, U30JUPOBAHHOE MOPAXKEHHUE FOJIOBHOI'O MO3ra,

cepAla Uiu Mo4eK)

Kiannnyeckue nposiBjieHust
KoxHble nposiBiIeHusi. AHTMOKEPATOMBI COCTOSIT U3 CKOIJIEHUI OT/IENBbHBIX dKTa-
TUYECKUX KPOBEHOCHBIX COCY/IOB, TOKPBITHIX HECKOJBKUMU CIOSAMH KOXH. DTH MPO-
SIBJICHUSI IUNIOCKHUE WJIU CJIETKa MPUIOIHATHI, OT TEMHO-KPAaCHOI'O 10 CHHETO LIBETA U

0OBIYHO PACITOIOKEHBI B TTAaXOBOW 00J1acTH, HA SATO/IUIIAX, OeIpax v B 00JIaCTH MyTI-



Ka. AHTHOKEPATOMBI MPOSBIISIOTCS B IETCTBE M MOCTENIEHHO C TOJaMU yBEIMYMBa-
I0TCS B KOJIMYECTBE U B pa3zMepax. MoryT BO3HUKHYTh TaK)K€ aHTMO3KTa3HH B CIIU3H-
CTOM pTa U KOHBIOHKTUBE. V3BeCTHBI citydan 0osie3Hn Pabpu 6€3 aHTMOKEepaToM.
Ilepudepuueckasi HepBHas cucTtema. bone3sns @abpu oTHOCUTCA K O0JIE3-
HEHHBIM MOJIMHEBPOIATUAM. Y ManueHToB ¢ 6osie3Hpio ®adbpu B 70-80% ciyuyaen
HaOJII0AaeTCsl XpOHUYECKas BbIpaKEHHAs1, U3HYPSIOIIas HeBponaTuyeckast 00Jib B
KOHEYHOCTSX. /{7151 5TOM 60JIM TUMTMYHBI TaKUE KAJI00BbI, KaK Kry4asi 00J1b, UIIA CUJThb-
Hasi 00JIb, BOZHUKAIOIIAS MPU HEOOJIBIIOM O0JIEBOM Pa3ApakeHUH, UK 00Jb, BO3HU-
KaroIiasi Mpu MOBBIIIICHUU TEMIIEPATYpPhl OKpYyKaroleh cpeabl. ITa 60Jb COMPOBOXK-
JTAETCSl aKPOMAPECTE3UIMHI — MYYUTEIIbHBIM YyBCTBOM MOKAJIBIBAHUS WM TTOJI3aHUS
MypallleK B KOHEUHOCTAX, OOJIbIIE B KUCTAX U cTonax. KpoMe mocTostHHOM HEeBporia-
TUYECKOM 00JIM U akponapecTe3uid st 601e3uu Padpu TUIMYHBI O0JIEBbIE KPU3HI,
KOTOPbIE YaCTO BO3ZHUKAIOT MPHU MEPEMEHE MOTO/IbI, TUXOpaaKe, GU3nIecKon
Harpys3Ke, CTpecce U MocJie MprueMa ajkorossi. T SMU30/bl MOTYT BOSHUKHYTh Y
711 000UX MOJIOB M HA4aThCs yxe ¢ AByX JieT. [Ipu 6oneBom kpuze @adpu 60716
npuoOpeTaeT 60Jee MyUYUTEIbHBIN XapaKTep, MOKET UPPATUUPOBATH U3 JUCTAIBHBIX
OT/IEJIOB KOHEYHOCTEH B MPOKCUMANIbHBIC, JUTUTCS OT HECKOJIBKUX CEKYH/I 0 He-
CKOJIbKHUX HEJIeIh M HE CHUMAETCSl HAPKOTUYECKUMHU aHaJIbreTHKaMu TOYHBIN MeXxa-
HU3M HEeBpoInaTuueckou 0oy npu 6ose3nn @adbpu ocTaeTcs 10 KOHIIA HE U3YYeH-
HbeIM. [Ipenmnonaraercs, 4To 00Jb SBISIETCS PE3yJIbTATOM CTPYKTYPHBIX TTOBPEXKIE-
HUW TOHKHUX HEPBHBIX BOJIOKOH B pe3yJIbTaTe HAKOIJICHUS TI1000TpHAO3MIIIIEpaMHIa
B aKCOHAX HEPBOB, TAHTJIUAX 3aJHUX KOPEIIKOB M B vasa nervorum (0osie3HEeHHas
TOHKOBOJIOKOHHAS TIOJIMHEBPOTIATUS, TIepudepruyeckas HeBpormaTuieckas 00Jb).
Taxoke N3BECTHO O KaTblIM(PUKAINK TajlaMmyca Tpu 0osie3nn Padbpu (1eHTpanbHas
HEBpOMaTU4eCcKas 00JIb MPU MOBPEKJACHUH TajlaMyca). Y MalueHTOB ¢ 00JIE3HBIO
®abpu 4acTO BCTPEUALTCS CHUIYKEHUE WUJTU TIOJIHOE OTCYTCTBUE MOTOOTACICHUS. DTH
M3MEHEHUS CBSI3aHbI C HAKOTUICHHEM TII000TpHao3uiIIiepaMuia B OTOBBIX JKeJle3ax
U B CTEHKAaX KPOBOCHA0XKAIOIIUX X COCYJIOB, a TAKXKE C TOPAKEHUEM BEre€TaTUBHBIX

HCPBHLIX BOJIOKOH.



[enTpanbHas HepBHasi cucTeMa. boye3np ®abpu MOKHO OTHECTH K 00JIe3-
HU MaJIbIX COCYJIOB (MaJIbIX apTepuil U apTepro). Y manueHToB ¢ 6ose3nbpo0 Padbpu
BBICOK PHUCK Pa3BUTHS TPAH3UTOPHBIX UIIEMUYECKUX aTaK U UIIEMUYe-

CKHUX/ TSMOPpPArn4CcCKuX NHCYJIBTOB YK€ B MOJIOIOM BO3pPAcCTC.

IMopa:kenue novek. [IepBbie CUMIITOMBI — MUKPOATLOYMUHYPHS U IPOTCUHY-
pus nossisitotrcs B Bo3pacte 20-30 net. C Bo3pacToM NpOTEUHYPHUS TOCTEIIEHHO
HapacTaeT ¥ MOXET JOCTUTaTh He(YpOTHIECKOTO ypoBHA. Hepeako ormedaroTcs ka-
HaJbIEBbIC HapymieHus. [1o31Hee HaYMHASTCS TOCTETICHHOE CHIDKCHHUE (DYHKITUN
MIOYEK, KOTOPOE MPHUBOINT K PA3BUTHIO TEPMUHAILHON TTOUYEYHON HETOCTATOYHOCTH.
[TocnemHsist ocTaeTcs OAHOW W3 OCHOBHBIX IPUYHMH CMEPTH MAIIMEHTOB ¢ 00JIC3HBIO
®abpu, XOTs 3aMeCTUTEIbHAS TTOYCUHAs TePaIis WU TPAHCIUIAHTAITNS TTOYEK 1103~
BOJISIFOT TIPOJITUTH KM3HD TAKUM OOJLHBIM. Y HEKOTOPBIX OOJIEHBIX OTMEUYAETCS N30-
JUPOBAHHOE MOPaKCHHUE TIoUeK. B Takux cirydasx Iuar{o3 MOKET ObITh 3aIl003PEH
Ha OCHOBaHHWH MCCJICIOBAHMS TIOUYEYHOTO OHMOIITATA.

IMopa:kenue cepana. [lopaxkeHue cep/ilia OTHOCIT K YUCITYy paclpOoCTpaHEeH-
HBIX U POTHOCTUYECKU HEOJIArONPUSATHBIX MPOosiBlieHu 0osie3nu @abpu. UMenHo
3a00J€BaHus cepIia CTOSIT Ha IEPBOM MECTE CPEAH MPUUMH CMEPTH y MAIMEHTOB C
6one3npro @abdpu (34% cpenu MmyxuuH U 57% cpenu xKeHIUH). XapaKTepHbIM MPH-
3HAKOM TOpaxkeHusl cepia mpu 6one3nn Gadpu sBnsieTcs runepTpodust IeBOro xe-
JyJI04Ka, KOTOpasi MOXKET ObITh BbIsiBIIeHa ¢ TomoIbio IKI', axokapauorpadun u
MarHUTHO-PE30HAHCHOM ToMoTpaduu. Y TONIIEHNE CTEHOK Cep/IIia Helb3s 00bsIC-
HUTB TOJIBKO OTJIOKEHUEM TITMKOCHUHTOJIMITUIOB B MUOIIMTAX W MTPOBOIAIICH TKAHH,
TaK Kak MX J0JIs cocTaBisieT MeHee 3% ot ob1eit maccsl Muokapia. CooTBeTCTBEH-
HO, O0JIee BaXKHOE 3HAUCHHE UMEIOT runepTpodus MuonuToB U ¢hudpos. ['uneprpo-
¢bus u Gubpo3 MUOKAp/Ia HACTO COMPOBOKIAIOTCS TUACTOIMIECKON TUCPYHKITUEH
JIEBOTO *Kemyaouka. /[ oneHkn GyHKIMY cep/iiia MPUMEHSIOT TKaHEBYIO JTOTITIIIEP-
aXoKapauorpaduio, pe3yabTaTbl KOTOPOH MOTYT HMETh BaXKHOE 3HAYCHUE B JUATHO-

CTUKE 0€CCHUMITTOMHOTO MOpaXkeHus cepaia. Hapyienust nuactonmaeckoit GyHKIUn
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MOTYT MPUBECTH K Pa3BUTHIO CEPICYHON HepocTaTouHOCTH. [Ipr3Haku 3acToitHOM
CepJIeYHON HEAOCTaTOUHOCTH BBIABIAAIOTCA Y 11% Myx4uH 1 6% >KeHIINH ¢ 60Je3-
HbpI0 @abpu. YacTo pa3BuBaIOTCS NMpeACEpAHbIC U )KETYT0YKOBBIC ApUTMUU U Hapy-
mIeHus npoBoauMocTh. MHpapKkT Muokapa Ob11 TMarHOCTUPOBAH TOJIBKO y 2% ma-
1MeHToB. Tem He MeHee, cTeHoKapaust Habmonanacek y 13-20% manueHToB ¢ 60Jie3-
HbI0 @abpu U yalle Npu HAIMYUHU TUIIEPTPOUH JIEBOTO XKellynouka. M3meHeHus
KJIallaHOB cepAla npu 0ose3Hn Padbpu BCTpEUyaroTCs 4acTo, HO 0OBIYHO HE HMEIOT
KJIMHUYECKOT0 3HaueHus. Bo3aM0okHO MOHOCHUMIITOMHOE TedeHue 6one3nu Padbpu ¢
NOPAKEHUEM TOJIBKO CEp/Lla UM MOYEK.

JlaGopaTopHasi AMArHOCTHKA: 30JI0TOM CTaHJAPT JUArHOCTUKH - OTIpesesie-
HUE aKTUBHOCTH ajb(aragakTo3nasbl A B IJa3Me WIH JEHKOIUTAaX KPOBH.

Jleuenue: Vcnons3oBanue GpepmentozamecturenbHoi Tepanuu (O3T). 3ame-
CTUTENbHAS TEpANUs PeKOMOMHAHTHBIMU MpenapaTaMu alb(aragakro3uaasbl A.
Arancunasa anbga u araiacujaza 6eta ObLUIN 3aperUCTPUPOBaHbBI B MUPE Ha OCHOBA-
HUU PE3yJIbTATOB PaHAOMHU3UPOBAHHBIX, MJIAE00-KOHTPOIUPYEMBIX HCCIETOBAHUM,
B KOTOPBIX 3aMECTUTENbHAS Tepanus yMEHbIIIala BEIPAKEHHOCTh HEBPOIIATUYECKOM
00J11, BBI3BIBAJIA PETPECC TUMEPTPODUM JICBOTO KETyI0UKa U CTaOMIN3auio PyHK-
LMY TIOYEK, 33JIep>KUBaJIa Pa3BUTUE TTOUEUHON U CEPIEYHOCOCYAUCTON HEIOCTATOU-
HOCTH 3a00JIeBaHUM 110 CPABHEHUIO C MIaIe0o.

Arancunasy anb(a BBOIIT BHYTPUBEHHO B J103¢ 0,2 MI/KT JiBa pa3a B MeCHIII,
arancujasy 0era — BHyTpuBeHHO B j03¢€ 1,0 Mr/kr nBa pa3a B mecsu. [lonpodHo npu-
TOTOBJIEHHE PACTBOPOB JIJIs1 BBEJICHUSI ONMCAHO B MHCTPYKIMU K npemnapaty. O0a
npenapara He COAEp>KaT KOHCEPBAHTOB M MOJJIEKAT HEMEJIEHHOMY BeieHuto. [1ep-
BbIC BBEJICHHUSI MPENAPATOB AODKHBI OBITH ClIeTIaHbl B YCIOBUSX MajaThl MHTEHCUB-
HOM Tepanuu. JledeHrne NOOOYHBIX peakluii cuMnToMaruueckoe. Ecinu maueHT ne-
PEHOCHUT TEePaIUIO XOPOIIIO, TO B JaTbHEHIIIEM €My MOXHO PEKOMEH10BaTh MPOBO-
TUTh UH(QY3UH B aMOyJIaTOPHBIX YCIOBHUSIX.

®dopma Beiycka Pemiarana: pactBop mo 3,5 mut aranicujia3sl asibda Bo (piiako-

Hax no 5 mut; ®abpa3zuma: nuodunusar, SKBUBAJECHTHBIN 35 Mr aran3uaassl 6eTa, B



IPO3PavYHOM CTEKISTHHOM (priakone oopemom 20 mut. B Poccun nmpemapat Permaran
3apeructpuposan 29.01.2009 roxa (peructpanuonnsiii Homep: JICP 000551/09),
®abpa3uM — HaXOAUTCS Ha CTAIUU NTEPEPETUCTPALIHH.

Korzna HaunHaTh 3aMeCTUTENBHYIO Tepanuio. ONTUMalIbHbIE CPOKU HAa3HAUYE-
HUS 3aMECTUTEIBHOW T€panuu HE ONPEJIETEHBI, 8 PEKOMEHJALUHU 110 HA3HAYEHUIO
HaueHToB ¢ 60ae3HpI0 Pabpu OTINYAIOTCS B pa3HBIX cTpaHax. My»)4uHam ¢ 60-
ne3Hpto @adpu 3aMecTUTENbHAS Tepalys MOKa3aHa cpasy NocJie YCTAHOBICHHUS 1ha-
THO3a. Y MaJbYUKOB ¢ OeccUMITOMHOM 6ose3npto Dabpu JedueHrne MoKeT ObITh
Hayato B Bo3pacte 10-13 ner, B TO Bpems Kak P HATUYAN CUMIITOMOB OTKJIA/IbI-
BaTh 3aMECTUTENbHYIO TEPAIUIO HE CIEAYET. Y KEHIIHMH MOKa3aHUSIMU K JICUCHHIO
CUMTAIOT BBIPAXKEHHBIE CUMIITOMBI WJIH MPU3HAKU MIPOTPECCUPYIOIIETO OPAKEHUS
OpraHOB-MHUULIEHEHN, B TOM YHCIIE XPOHUYECKAsi HEBpOIaTuyecKasi 00Jb B KUCTSIX U
cTomnax, pe3UCTEHTHAs K CTAaHAAPTHOM Teparnuu, NepCUCTUPYIOUIas IPOTEUHYPHS,

CHUKEHUE CKOPOCTH KITyOOUKOBOUW (PUIIbTpALIH
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