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[ MnepTpounyeckas
KapanomuonaTus

BcTtpedaemocTb B nonyndauumn 1:500

Hanbonee yacTto BcTpe4yaercsa y
CMOPTCMEHOB MOJOA0ro BO3pacTa,
BHE3arMHO YMEPLUMX BO BPEMS THKEMNOM

don3n4yeckon Harpysku



[lpeanonaraemas

IATNOJOIN4A

Cnopagunyeckou

MoxeT ObITb HacneacTBEHHOW-
ayTOCOMHO-OAOMUHAHTHbLIN TUM



[edeKkTbl OENKOBLIX KOMMOHEHTOB

cepOevyHoro capkomMmepa, BbigBnaemble
npu ['KMIT

80-85% Bcex myTauum

® Taxenas uenb b-MMO3MHa
~350,

® Mwuo3snHcBS3bIBaOWNA @
6enok C ~35%

@® TporoHuH T
~10% ®
9T 3 MyTaumu

XapaKTepU3yrTCcAH BbICOKOI?
NEeHETPAHTHOCTbIO U

accoLMMpoBaHbl C ®

HebnaronpuUaTHbIM

NMPOrHO30M ®
o

15-20% BCex myTauum

® DcceHumanbHas u

DEryNnsaToOpHas Nerkme
Lierny MMo3nHa

a- [ pornoMmnosunH

a-AKTUH

CepaeyHbiv TPOMOHWUH I
Tshxkenasa uenb a-MMUO3MHa
TUTUH

TponoHuH C

UAM®-aKkTuBMpyemas
NpPOTENHKMHA3a



[laToreHeTn4yeckme mexaHm3mol

[MnepTpodomna Mmexckenygo4koBou
neperopoaku

ObcTpyKkums BbixoaHoro otaena JIXK
HapyweHne paccnabnenusa JIK

Mwemmna mmokapaa 3a CYeET
rmneptTpodoun 1 anacTtonnyeckou

ONCAYHKLUNN






MOXET HabntogaTbca runepTpodua noodbIxX
OTAENOB Xenyao4ykos, Yyaule scero (90%
clly4YaeB) BbIABNAT aCUMMETPUYHYIO
r’MNePTPOMUI0 MEXCKENYO404KOBOW
neperopoaKku

Y HEKOTOPbIX OOMNbHBIX OTMEYaETCH
paBHOMeEpPHas KOHUEHTpUYecKas
rmnepTpodusa NeBoro 1 NpaBoro
XKenyaoykoB, riokaribHas rmneptpodus
CpedHnX otaenoB nnu sepxyLukn JIK.



INNokanusauuna runeptpodun Mmmokapga npwu
[KMIT
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Kputepun onarHoCTUKU

AcCMMeTpUYHas

runeptpodpua MXKIT
>13MM

TonwmHa cteHku JIK
>15MM

ManeHbKkun pasmep
nonoctu JIXK <45mm

CUMMETpPUYHas rmneptpodunsd
<15 Mm

TonwmHa cteHkn JIXK<15mm
pasmep JIOK > 45 mm

CummeTpuyHaga runeptpodums
JOK, pasmep JDXK < 45mMm
YyTOmNLWEHMNE N YNNOTHEHUE
CTEHOK aopTanbHOro KnanaHa



JleTanbHOCTbL

B 3aBMCUMOCTU OT CTEMNEeHU
BbipaxkeHHoCcTU [TDK

0O0CTpYKLUUM BbixogHoro otaena JK
Bpemenu nposisrieHnsa cumntomoB XCH
Bupa reHeTn4yeckoro gedpekra



[ IpUYnHBLI cCMepTH

BCC
[Mporpeccupytowas CH

@l c nocneayroWwnMm aMOONUYECKUM
NHCYNbLTOM



TeyeHne 3aboneBaHuUs

® CmepTHOCTBL okono 3% B roa

® Puck BHe3anHou cMepTu

yBenn4ymnBaeTcH y geten Ao 6% npwu
nporpeccupoBaHnu runepTpodunm

® MporpeccupoBaHue 3abonesBaHusA

npomcxoaumtT oTHOCUTEeJNIbHO MeAJiIeHHO



PecTpukTnBHas
KapanomMmumonaTtus

Penkaa dpopma KapanommonaTtuu,
XapakTepusyeTca HapyLleHNnem
ONacTONNYECKOro HanomHeHngd
XKenyao4ykoB BCrieacTtBue nx purmgHoCcTy
NpWn OTCYTCTBUMN NX 3HAYMMOW
rmnepTpodun unn aunataymm v
HOpManbHOW COKpaTUTENLHOW
CNOCOOHOCTH



NnpearofioxXmnTeribHad

MwnokapananbHag OHOomMuokapamanbHas
1. HenHuneTpaTMBHas ® OHzoMMOKapaMANbHBII
® ygvonaTuyeckas brbpos
® ® [Vnep303nHODUNBHBIN
npu cknepoaepmMmn CMHAPOM

2. NHduneTtpaTnBHasa
P P ® KapuuHoug

® Amunounaos

MeTacTasbl onyxonu

® Capkongos ® [leiicTBue paguaumu,

® GonesHb Gaucher aHTPaLIMKINHOB

(cdouHronnnmnaoos)

® Gone3Hb Hurler
(Mykononucaxapuaos)
3. bonesHun HakonneHusd

® remoxpomaros

bonel3Hk Fabrv



[laTounsnonorus

dnbpo3 nnm nHbUNbTpauusa mmokapaa
COMPOBOXOAETCH CHMKEHUEM 3NACTUYHOCTU
XXEenyago4ykoB U NPMBOAUT K CMELLEHNIO KPUBOW
NacCUBHOIO ANaCTOSIMYECKOro HanonHeHUs
BBepX . Kak crieacteme, BHYTPUXKENYO04YKOBOE
OaBrieHNe OCTaeTCH NOBbILLEHHLIM Ha
NPOTSXXEHUN BCEW AMNACTOSbI, B pe3yrbraTte
yero 1) noBbILLAETCA OaBnNeHne B BEHaX
BOsIbLLIOro 1 Maroro KpyroB KpoBoobpalleHus,
YTO NMPUBOAUT K NOABIEHUIO CUMNITOMOB
3acTtos B 00ounx Kpyrax; 2) yMeHbLLUaeTCs
pa3mep nonoctu JIK (CHUXeHne ygapHoro
obbema n CB).



v Habyxanne Apemubix BaM
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Yaenuuenune
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+ YromnaeMocTs

Prc. 10.8. Iavocu3uoaors pecTpuiTarrOil KapamomMHonaTHy, YBeAHYCHHE KECTKOCTH MHOKapaa
CONPOBOXAACTCA NOBBILCHHOM AHacTOAKYecKoro gannckis JOK M CHUXCHHOM HAMONHEHNA Xe-
NyRouKa, KTuHHYeCKHe CHMATOMB ABAIOTCA NPAMBIM CAEACTBHEM 3THX HAPYICHKH




Courtesy
Robert Padera, MD
Brigham and Women's Hospital







Kputepumn onarHoCTUKU

Pa3mepbl Nofiocten HopmMmarnbHblE UMK
CYLLECTBEHHO YMEHbLUEHHbIE
BCNeacTBmMe SHOOMMoKapananbHoro
donbpo3sa

TorwmHa CTEHOK HE3HAYUTESIBHO UMK
YMEPEHHO YBENMYEHA

[lepukapa He U3sMeHeH



JleTanbHOCTbL

CmepTHOCTb coctaBnseT 50-64%
[Mporpeccupytowas CH
BCC

@l ¢ nocneayroWwnmM aMOONUYECKUM
NHCYNbLTOM



