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Bosesns INomie eTHOCHTCA K TA30COMHBIM G0/IE3HAM
HaKOIICHHS. :

JInzocombl NpeACTaBNAOT cobOM creunanu3upoBaH-
Hble LMTOIIa3MaTHYeCKUe MeMOpaHHbIE CTPYKTYypbl, OC-
HOBHas QYHKIMA KOTOPBIX - (pepMEHTAaTHBHOE pacliernie-
HUE PAa3NAIHBIX MAaKPOMOJEKY . AKTHBHOCTB JIH30COMHBIX
depMeHTOB CTONE BeNTMKa, 9T0 ecli 661 MeMOpaHa Jm30-
COM pa3pymmiack, TO KJIeTka ToTdac GBI moAgBepriachk ca-
MO nepepapuBanuio. M3 HACIEICTBEHHBIX JIH30COMHBIX
Gose3sHell HakoIUIeHHWA Hauboliee pacnpOCTpaHEHHOH AB-
nsetca bonesns ['ome - E 75 mo MKB 10. ITepenaercs
ayTOCOMHO-PELECCHBHEIM IyTeM. YacTota B MOMYJIANHH
6omesnn [owme cocrapmser | ciyqait Ha 45 000 — 100 000.
lopazgo wame 3a6oneBaHUE BCTPEYaEeTCA CPellH EBpEEB
ainkeHasu — 1 cimyuyaii Ha 450-500 yenoBex. B ocHoBe 3a-
GoneBaHus JIEXNT MyTallisi reHa, OTBETCTBEHHOIO 3a CHH-
te3 pepmenTta B D-rmokouepebpo3naassl y4acTBYIOUIEro B
pacmelUieHHH TFOKOHWIIepaMuia Ha DIOKo3y M Lepa-
MHI.

Buepssie 3ty Gonesns omucan B 1882 romy dpan-
y3ckuii Bpay @unmunn Yapnssz SpHecr [ome  y naipenta
C yBEJNMUEHHOI TleYeHbI0 U cene3eHkoil. B 1924 rony Gbl-
JIO BBIENICHO XHPOBOE BEINECTBO M3 CEE3eHKM MalHeH-
ToB ¢ Gonesnsio [ome, 1934 roxy BBILIENeH rmokonepet-
po3um, a B 1964 romy - oTKpHIT lepMeHT rimoKouepedpo-
supasza. 'es B D-rmokouepebpo3nass! JIOKaIW30BaH Ha
JUIMHHOM Tulede xpoMocoMsl 1 (pernon q21q31). M3sect-
Hel Gonee 200 MyTaumii 3TOro rena, Npu4eM KOppEALUid
MEXIy ONMpefeNeHHBIMH MYTAUHAMH H KIWHHYECKHMH
nposiBieHHAMHA 3aboneBannsa He cymecteyer. HaubGonee
pacnpocTpaHensl Mytamud: N370S, L444P, IVS2+l,
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84QQ. Cpenn espees auviKeHa3W OHW BeuBILAIOTCA B 90-
95% cmydaes, pexke y OONBHBEIX ApYroif HauroHAITEHOCTH.
V nauuenToB ¢ 6onesnsto Tome B IMonnue u Sinonuu va-
me Berpevaercs Mytauus L444P. B Slnonun He peructpu-
‘pyercs mytauua N370S, vo paciipoctpanena F2131. Te.
BHJ MYTAlM¥ MMEET 3THHYECKYHO 3aBHCHMOCTB. Pacmpe-
ZenernHe GONBHBIX 1O MOTY OAHHAKOBO.

B pesyneraTe HeJOCTaTOMHOTO KOJMHECTBA MITH aK-
THBHOCTH B D-rmokouepedpo3uassl, KOTopasd COCTOHT U3
497 aMHHOKHCIOT M MPUCYTCTBYET B JIM30COMax BCeX
TKaHeil U OpraHOB, NMPOHCXOAHT HAKOIUIEHWE HEpaclien-
JIEHHBIX JIAMTMAOB B JIM30COMAaX MakKpo(aroB pa3NMYHBIX
TkaHeil. Takie HarpykeHHBIe HepacIleIUIeHHBIM cyOcTpa-
ToM Makpodaru HazeiBarotcs knetkamu [ome. OHn ume-
JOT THIHYHYIO MOp(Oonoruio. DT0 KpyHbIe KIETKH C Ie-
HHUCTOW roy0OBaTON WMTOMIA3MOM M OOJBLIAM, KOM-
MAKTHBIM, CMEIIEHHBIM K nepudepun aapoM. Hauboneiee
KOJTMYECTBO KIIeTOK [omie KOHIEHTPHPYETCS BO BHYTPEH-
HHX OpraHax, cCHajajla B CeJIe3eHKE, 3aTeM B TEeUEeHH, KOC-
TAX CKenleTa, KOCTHOM MO3re, JIETKHMX - OTCIOfa TEPMHH
«Bone3np HakommeHWs». IToMHMO MOp(ONOTHH, KIETKH
Tome umeroT pan GyHKIHOHANBHBIX ocobeHHocTeH. OHu
HMEIOT OOJIBIIYIO NPONOJDKATENBHOCTE KHU3HH, CTUMYIIH-
pyIOT BBICBODOXIEHHE MPOBOCHATHTEIBHEIX LHTOKHHOB
(IL-1, IL-6, IL-10), ¢daxropa Hekpo3a OMyX0JH, Makpoda-
raJbHOr0 KOJOHHECTHMYJMpylomero ¢akropa. Bonbuioe
CKOIUTEHHE KJIeToK ['olne B MapeHxXuMe OPraHoB NMPHBOIHT
K YBe/THYEHHIO MX Pa3MepoB, 4 B COYETAHHH C BO3JIEHCTBH-
eM MeTaboTHYecKoif aKkTHBHOCTH KiIeTok ['ome BRI3BIBAIOT
HeoOpaTHMEIE W3MEHEHHS B TKaHAX H OpraHax, Hapyme-
mve uX QyHKum#H. IL-6 cTUMymHpyeT KOCTHYIO pe3op6-
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OcHoBHO¥ MPHYNHOH CTOHKONW WHBANHAM3AUWM MpPH
Gonesnn Nowme apngercs nopﬁ}?enne ckeneta. M3ameHenus
B KOCTHOMH TKaHH - CNENCTBHE 3aMEIUEHMs] HOPMATBHBIX
3NEMEHTOB KOCTHOTO Mo3ra WHGuisTpatamu kietok [o-
1€, KOTOPOE CONPOBOXKAAETCA HapyIeHHEM HOPMalibHBIX
¢usmonormdeckux mpoueccos. KoctHasa maronords Ha-
Giopaerca y 75% MaUHEHTOB, cTpagarouMx GOJE3HHIO
lome. B nepsyio ouepeny 06kMHO nmopakaercs GexpeH-
Had KOCTB, 3aTeM Jpyrde TpyOuaTsie KOCTH M TO3BOHOY-
Huk. Hakornenue xierok I'omie B KOCTHOM BELIECTBE BhI-
3LIBAET TIOABJIEHHE OCTEONUTHIESCKHX OYaroB, YTO NMPHBO-
IMT K OTEKY, yBelIMYEeHHIO BHYTPHKOCTHOTO HaBJIEHUA U

OCTpEIM 60JIEBBIM OUIYIIEHUAM, KOTOPLIE M3BECTHBI Kak
«KOCTHBIE Kpn3bl». KOCTHBIE KpPH3bl MMEIOT MON0CTPOE
Hayano (12-36 yacoB), cHipHEHIIHE OCCANTHH, BBICOKYIO
NMXOpajKy, H JIOKaIsHEIE TPoABNeHus (pe3kas GonesHeH-

HOCTB, Il'leTyXIlOC'l'L), YTO YACTO CTARPHTCA JIIKHBIA THar-
HO3 ocTeoMwenmura. Jud JMHATHOCTHKH KOCTHBIX ITPOSBIE-

Huii Gonesnu [olie mpoBoAAT peHTreHorpaduio (onpene-
fisier XapaKTepHble W3MEHEHHA aHATOMHH KOCTH M KayecT-
BEHHYIO OLIEHKY TskecTH octeonoposa) u MPT (sriasiser
H3MEHEHUA CTPYKTYPHl W aHOMau# kocTH y 95% Gonb-
HBIX).

Kon6st BpHeHMeﬁepa j : )

Bonesns lomre 2 THTa — OCTpast HEHpOHOTIATHYECKasN
— Hanbonee Tsxkenas (popma Gonesnu. KnuHmdecku mpo-
ABNsETCA CIUIEHOrenaToMeranuei, TAHKenbiM NopaXkeHHeM
IMHC (ctpabusm, agucdarus, napuHreanbHbI CTpHAOP,
CMACTHYHOCTH, TOHUKO-KIIOHHYECKHe cymoporH, Gymmoap-
HEIE paccTpoiicTBa), BHIPAXEHHOM THIOTOHHEH, OBICTpO
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MPOTPECCHPYIOMEH KaXeKCHEH. Bommnuc’mo Gmmnmc
YMHpaeT A0 3 JIeT. 0¥ &

3 tun Gonesnu [omie — XpoHHUyecKkas Heﬁpononam-
yeckad opMa — XapakTepusyercs KoMOuHauuen nopase-
anit [[HC u BHyTpeHHMX OpPraHoB C NOCTETEHHBIM Mpo-
rpeccupoBanneM. HMeer Tpu noaTHma.
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Ilpu 3a Thme BHCHEpaNbHBIE NPOABIEHAA YMEPEHHO
BBIp@)KEHBI, HO 3HAYHTeNbHBI mopakenus I[[HC. Xapak-
TepHBI JIHIEBEIe TPUMAckl, Aucdarus, MoCTeNeHHO Ipo-
rpeccHpyiomas  JKCTpalupaMHIaJbHas  PUTHIHOCTH,
TPH3M, JIApHHIOCMa3M, PaccTPONCTBO MUCEMa H peyH, ro-
PH3OHTAILHEIA Mape3 B30pa, CHWKEHWE HHTEIUIeKTa, W3-
MEHEHHE [OBE[IeHHA, 3MHU30/bl ncuxo3a. [IponomkuTens-
HOCTB JW3HH cocTaBiser 12-17 ner, pexe 30- 40 ner.

Jina 3B THDa XapakTepHa YMEPEHHO BBIpaXKeHHas
HEBPOJIOrUYecKas CHMNTOMAaTHKa, Npeoblianaer opraHo-
METannA H ApYTHe CHCTEMHBIE IPOABIICHUA.

3c THN oueHb pefikuil. OH BeTpedaeTcs riiaBHbIM 00-
pazoM y nanecTHMHckuX apaboB. Bce mamueHTHI roMoO3H-
rotsl o mytammH D409H. V GonpHeIXx HabGmomaercs
OKYJIOMOTOpHAsA aTaKCHA, NOMYTHEHHE DOTOBHILI, Mopa-
JKeHHe KJIaNaHoB ceplilid C UX KanbIH(puKalme.

Juddepenumancupiii 1uardos npu Gonesnu - [Nowe
NpOBOAAT: fNeifkemMus, muM¢oMa, HapylleHHe CBepThiBae-
MOCTH KpOBH, reModmms, ocTeomuenut, Gone3ns [lepre-
ca, KOCTHBIH TyOepkynes, peBMaTH4Yeckue 3a0oieBaHHA,
BHPYCHBIH renaTur. i

Jlnarnoctuka OGone3sHu [ome oOCHOBBIBaeTcS Ha
OLIEHKe:!

KIIHHUYECKOH KapTHHBI, CEMEHHOro aHaMHe3a, CHH-
*eHue akTuBHOCTH depmenTa B D - rimokonepebpo3naassi
meHee 30% oT HOpMEI B JielKoOIMTaX KpoBH WiH Gubpo6-
nacTax KOXH, TeHETHIeCKOM HCCleIoBaHHM (BBIABIICHHH
cnewduyecKuX MyTalui), 3HAYMTENBHOTO [OBBILIEHUA
AaKTHBHOCTH (epmeHTa XuToTpHO3Hnassl (XT) mnasmel

KpPOBH.
OCHOBHEIM. KpHTepHEM.- AuarHocTiky Goneanu [Nome
ABRACTCA - BEIABJICHHE nedumTa B D-

rmokouepebposuaassl. HeoOxonumeL W, A0NONHITEILHEIE
METOAbl MCCIEAOBAHUA: KIMHWYECKWH aHamu3 KpOBH ¢
MOACYETOM TPOMOGOUATOR, PETHKYJIOLWTOB, GHOXHMMHE-
ckuit aHanu3 kpoBu (oOmmii Gemok m dpaxumm, ACT,
AJIT, ¢paxunu GumupyOuHa, XOJeCTepHH, IIOK03a, mie-
noyras ¢ocdatasa, Opyrie Mo TNOKa3aHWAM), KOaryJso-
rpammMa (nmpoTpoMOUHOBEIH HHIEKC, (HOPHHOreH, TPOM-
GuHoBOe BpeMsA), ONpefesieHHe YPOBHA CHIBOPOTOYHBIX
umMyHorio6ynmiHoB, Y3HW wm MPT opraHoB GpiommHoi
TIOJIOCTH, peHTreHorpadusa GepeHHEIX KOCTeH © 3aXBaTOM
KoJleHHoro cyctaBa, MPT nmopakeHHBIX KocTel, TeHCUTO-
merpus, OKI' n DXO-KI', 33I' u MPT (mpu seitponona-
THYecKuX Thnax Oonesnu 'omme).

CoBpeMeHHBIH 3THOTPONHBIH METON JIEYeHHA Bores-
Hu [owe — ¢epMeHTHas 3amecTHTenbHas Tepanus. Mc-
noss3yerca npu 1 u 3B:-THNAX.

Brauane npumeHasca npenapat ansrmouepasa (Ce-
redase), moyyacMBIif U3 9eIOBEYECKOl TUIANEHTHI, 3aTeM
TEHETHIECKH MOIM(HIMPOBAHHEIN CHHTETHIECKHi mpe-
napat uMurmonepasa (Cerezyme). B HacTosmee Bpems Bo
BCEM MMpPE HCHONB3YIOT TOJILKO PeKOMOHHAHTHBINH aHaJor
depmenta, HmMurmonepaiza BBOAMTCSA B/B KamenbHO 3a 2
yaca 2 pasa B Hefemo. Hayanbuas 103a Ha OJIHO BBE/ICHNE
npu Gomesnu ome 1 Thma 30-40em/kr Ges mopakeHws
ckesieta ¥ 60el/Kr IpH HAMWYWM NopaXkeHua kKocteil. [Tpn
3 mune y pereit — 100-120em/kr. Jo3a uMmmrmouepasa
(Cerezyme) nopbupaerca WHAMBHOyanbHO. [lepBeiM pe-
3yNbTaTOM HBJAETCA YINyJINEHHE TIeMaTOJIOTHYeCKUX W
BHCIEPATBHBIX MapaMeTpoB, a TPOXO/KEHHE JIeYeHHs OC-
TAHABIWBAET NPOLECC Pa3BHUTHA 3ab0JIeBaHMA, CHHKAET
BRIP2YKEHHOCTh KOCTHBIX HApyLICHHH U YJTydIUaeT KauyecT-
BO M3HM GoneHeIX. Bo BceM Mupe okomo 5000 GombHbIX
¢ Gonesnsio T'olue MOMY4aloT BHYTPHBEHHO (EPMEHT 3a-
MECTHTENIEHYIO Teparuio- Tmokouepebposunaszy (Cere-
zZyme).

Bnarozmaps ycrexaM reHETHKA H COBPEMEHHON Me/lu-
LMHCKOW HaykW MOABHIOCH 3ddexTHBHOE NedeHue elne
OJIHOM HacJieICTBEHHON ¢aTansHo# Gonesnu. CraHoBuTCA
peaNbHOCTEIO (hepMEeHT-Tepanus, KOTopas  yMeHbLLaeT
Gonb M cTpajaHWs MHOTHX JIFOJel, JapuT 6e3HaleKHbIM
NalHesTaM Ha[exkay HA NOJHOLEHHYIO JKH3Hb. .
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