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N3BeCTHbIe JINYHOCTU C cMHApoMOM MapdaHa




0 CuHapoM MapdaHa -
HacnencrseHHoe 3abonesaHume,
XapaKTepu3syroLleecs nopaxeHmem
coeguHUTEeNIbHOU TKAHM.

NMpun cniapome MapdaHa
coeAMHMTEesIbHaA TKaHb MMeeT
aedeKTbl, YTO MOXKeT NPOoABJ/IATbCS
naTosZIoOrMsiMm pasHbIX CUCTEM
OpraHu3Ma,BKJIl0O4YaA CKeJseT,rnasa,
KPOBEHOCHbIEe COCyAbl, Qi ‘,‘ é
HEepPBHYIO CUCTEMY, KOXKY, : |
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CoeaHUuTenbHasa TKaHb




NCToPuUs

bone3Hb Nosiyunsia HadBaHue OoT UMeHU AHTyaHa
MapdaHa, ppaHUY3CKOro negmartpa, KOTopbiu
BrnepsBble onucana CUMMMNTOMbI 3aboneBaHuns

B 1896 roay, 3ameTtuB 4epTbl CMHAPOMaA

y naTunetHen aeBoukun Nabpuennb ¢
HeOo6bIYHbIMUN, HENPEpPbIBHO
nporpeccuMpyrowmmMmm aHoOMaJIMSIMM CKenerTa.

F'eH, KOTOpPbIN Bbi3biBaeT 60n1e3Hun 6bin

BrnepBble o6HapyxeH ®paHuecko Pamupecom

B LeHTpe MayHT CuHai (Hbro-Mopk) B 1991 r.




rNnPUYUHBI N YCJ10BUSA BABOJIEBAHUSA

CuHpapoMm MapdaHa - 3TO BpoXXAeHHas aHoOManusa, Hacneayemas no
ayTOCOMHO-AOMMUHAHTHOMY TUNy. NMPpUYMHON BO3ZHNKHOBEHMUSA
CUHApPOMA ABNAITCA MyTauum reHa FBN1, koTopbii oTBevaer 3a
cuHTEe3 pMbpunanHa — CTPYKTYPHOro 6esnka MeXxKjeTo4yHoro
MaTpukca(oOCHOBa COeAMHUTENIbHOMN TKaHN), NpeaocTaB/AloOLWEero
3/1aCTUYHOCTb U COKPAaTUMOCTb COEAMHUTE/IbHON TKaHN. AHOMaIMA "
HexBaTKka onbpunnmnHa nposoumpyeT HapyweHus (popMupoBaHus
BOJIOKHUCTbIX CTPYKTYP U NOTEPIO NMPOYHOCTU U YNPYrocTtmn
coeAMHMUTENIbHON TKaHU, HEBO3MO)XXHOCTb BbiAep)KaTb
dbunsmnonornyeckme HarpyskKmu.

9TUM 3aboneBaHuneM cTpagaeTt npmbnmnsnTenbHO
1 n3 5000 yenoBek BO BCEM MUpe. ?\
€ A




IMTATOrEHE3

YyeHble BblAeNnAalT Heckonbko ¢dopMm cuHapoMma MapdaHa,
KOTOpblie 3aBUCAT OT KOJINUECTBA NOPa>XEHHbIX OPraHoB U
CUCTEM:

e crepras - wuMeeT cJlabo BbipakxeHHble U3MeHeHuss B 1-2-x
cucremax;

* BbIpakeHHasi - nMeeT clabo Bbipa>xeHHbleé U3MEHEHUSIMU B 3-X
CUCTeMax; WIN Bblpa>XeHHble WU3MEeHeHUA XxXoTa 6bl B 1-oM
cCUcTteMe; WM BblpaxeHHble u3MeHeHuss B 2-3-x M 6onee
cucremax.

Tak xe npu cuHapome MapdaHa cTreneHb TAXXEeCTU M3MEHEHUM
pa3gensercsa Ha:

s JIErKyo
s CpegHrr

s TSDKENyr




KJIMHUNKA

KnnHnyeckue cMMnToMbl 3a6oneBaHnA pa3aensitoT Ha HECKOJIbKO
rpynn:

1.CkeneTHblieé naMeHeHunsa

YenoBek c cmHapoMmoMm MapdaHa 06bIUYHO O4YEeHb BbICOKMN U XYAOM.
B cBfi3M Cc TeM, UTO cMHAPOM MapdaHa conpoBoXXaaeTcs
YAJINHEHUEM KOCTEMN CKeneTa: TyJiIoBuLa, PYK, HOI, nNanbLUeB PyK U
HOI, OHM MOTYyT 6bITb HENPOMNMOPLIMOHANIBHO AJIMHHbIE. [lpyrue
CKeJIeTHble aHOMAaJIMM BKJIIOYAOT U3SMEHEeHUe rpyanHbl (rpyaHom
KOCTHU), KOTOpas WM BbiCTynaeT, uam sursaroobpasHom ¢popmbi,

MCKpPUBJIEHUE CNUHbI (CKOJIM03) M NJIOCKOCTONME.







KunesuaHas rpyab




ANnvHHbIE Nanblbl




2.BnansaHue Ha rnasa

Y 6onee, ueM NOJIOBUHbLbI BCEX togein ¢ cmHapomom MapdaHa
OTMe4aeTcs CMeLlleHMe OAHOro U3 AABYX XpyCTaJIMKoB rna3s. Xpycrasiuku
rsa3 Moryt 6biTb He3Ha4YuUTEsIbHO Bbllle, YEM HOPMaJibHble U CMeLlaTbCA

B CTOPOHY. CMelweHne MoXKeT 6biTb MMHUMAaJNIbHbIM WK pe3Ko

Bbipa>keHHbIM U o4yeBUAHbIM. OTC/I0EHNEe CeTHAaTKU — 3TO cepbé3Hoe
ocno>xHeHue. MHorme nroam ¢ cmHapoMoMm MapdaHa 6IM30PYKN U Y HUX
MOXKEeT pa3BUTbCSA r1aykoma (BbICOKOE faBJ/ieHMe BHYTPMU rsiasa) uim
Katapakta(mnoMyTHEeHUEeM XpycTaJsimKa rnasa).
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Cmeu.lel-me XPycCTaJiuKa rina3sa

BbnnsopykocTtb




3.CEPAEYHO-COCYAUCTAA CUCTEMA.

Tak kak umeerca aedekT coeANHUTEsIbHON TKaHN, CTEHKAa aopThbl
MoXKeT 6bITb ocnabneHa u pacTaArMmBaTbCs, 3TOT NpouUecc Ha3biBaloOT
pacumpeHmemM aopTtbl. PaclumpeHumne aopTtbl - YyBeJIMMMBaeT PUCK
pa3pbiBa aopThbl, BCJZIeACTBME Yero BO3HMKaeT cepbé3Hasn
npo6bnema c cepaueM Uam MHoraa BHesanHas cMepTtb. MHorpga
MOryT pa3BuBaTbCa AedeKTbl cepaeyHbiX KjlanaHoB. B
6oNnbLUMHCTBE C/lyyaeB, onpeaesieHHble KjlanaHbl MOryT co3aaBaThb
«CepAeyYHbIi WYyM>», KOTOPbIA MOXXET YyC/iblllaTb AOKTOP C
nomMoLubio ctetockona. He6onbwne HapyweHusa B paboTte cepaua
MOryT He Bbi3blBaTb CUMNTOMOB, HO 60/1bLUME MOryT CTaTb
NPUYNHOMN 3aTPYAHEHMUSA AbIXaHUSA, YCTAJIOCTU U CUJIBHOIO
cepauebmeHnn (o4yeHb 6bICTPOro MM HENpPaBUJIbHOINO cepae4vyHoro
puTMa).




AHeBpu3Ma- pacluMpeHne KpOBEHOCHOro cocyaa mam
noJioCTu cepaua BcsieacTBue U3SMEHEHUN Um
noBpeXXAeHUN UX CTEHOK.

Aoprta

MpyaHan
aHeBpu3Ma
aopThbi




4. HEPBHAA CUCTEMA.

F0/1I0BHOM M CMMHHOW MO3I OKPY>XE€Hbl XXUAKOCTbIO; BOKPYr
nMmeeTcs 060J10uKa, KOTOpasa Ha3biBAaeTCHA TBEpAOM MO3roBoM
060/104KOIN, ee COCTaBNIfAEeT coeanHnTeNnbHaa TKkaHb. Korga
noam ¢ cmnHapomom MapdaHa crtaperoT, TBepaas MO3rosasi
o060s104uKa yacTo cnabeer u BbiTArMBaeTcs. 3TO Ha3blBaeTCH
AypasibHafA 3KTa3usa. 9TU U3SMEHEHUA MOTyT CTaTb NPUYUHOMN
nerkoro ouckomcopTta nam MOorytT npmBectu Kk 6onam B 6proluHOMN
NnoJIOCTU WJIN FOJIOBHOM 60/21M, HENOABUXXHOCTU UK cnaboctum
HOT.




5.BJINAHUE HA KOXY

Y 60nbLUMHCTBA loaen ¢ cuHApoMoM MapdaHa pa3BuBaeTcs
pacTarmBaHue KoXxu, aaxe 6e3 nsmeHeHms Macchobl tena. 310
MO>KeT NOSABUTbCH B JIO60OM BO3pacTe U He NpeacTaBNATb
onacHoctu. TeMm He MeHee, Yy ntoaen ¢ cmHapomMom MapdgdaHa
yBeJINUMBaEeTCA PUCK Pa3BUTUA GPIOLLHON WM NaXOBOM
rpbi>Xu, NPU KOTOPOM pa3BUBAaETCA BbINYKJ/IOCTb, KOTOpad
coAep>XXuUT B cebe yacTb KULLUKHU

BprowiHas rpbika




ANATHOCTUKA BOJIEBHU (CUHQPOMA) MAP®DAHA:

OvarHo3s cuHapomMma MapdaHa ctTaBUTCA Ha OCHOBE
CeMeMHOro aHaMHesa, BbIpa>XeHHOCTU CUMIMNTOMATUKM,
(hbn3nkKanbHOro oCMOTpa, pe3ysibTaTtoB
(OYHKLUMOHANIbHOIO, PEHTreHOoJ1I0Orn4YeckKoro,
oPTaNIbMOJIOrMYECKOIro U reHEeTUYEeCKOro uccaenoBaHum,
SKI n 9xoKI' n nabopaTopHbIX UccnenoBaHUMN.

0O Bo BpeMsi AMarHOCTUPOBAHUSA YUYUTbIBAIOTCA
¢deHOTUNMUECKHE ANAarHOCTUYEeCKMne TecCTbl, KOTopble
onpeanensirtoT COOTHOLUEHNE KUCTU U POCTa, AJINHY
cpeaHero naJsibua, MHAEKC TeJI0CJ/I0)XKEeHUSA, TeCT
60/1bLIOro NasibLia Ha apaxHOAAKTUJINIO, TECT OXBaTa
3ansCTbA.

eaensier HapyweHusa pyuTMa cepaua,
€HHYI0 rmnepTpodunio Mmokapaa.

KI' o6Hapy>xuBaeT gunatraumio aopThbl,
BeJINYeHMe pa3MepoB JIeEBOro Xenyaouka, pa3pbiBbl

XopA.




PeHTreHorpadma rpyaHOM KJIETKU NO3BOJISeT YBUAETDb
pacluMpeHue Ayrm aopTbl, YBeJiIMueHne pa3MmepoB

cepaua;
KT v MPT cepaua n cocyaoB AenaroT AN TOro, 4tobbl
BbISBUTb AMJ1IaTaLMIO U aHEeBPU3Mbl aOpPTbl

AopTtorpacdums npoBoaAUTCA NpPpU NOAO3PEHUMN HA
aHeBpU3MY U pacc/ioeHue aopTbl.

BuoMukpockonmsa m opTasibMOCKONUA NOKa3biBaloT
3KTOMUIO XpYyCTaJZIMKa.

FleHeTMYeckana naeHTUdPuUKauusa rnokKasbiBaeT
nameHeHuna (Mmytauummn) B reHe FBN1.




JIEHEHUE

O Mpu cuHapome MapdaHa BbIMOJIHAIOT
PEKOHCTPYKTUBHbIE onepauumm Ha aopTte. B cnyuyae
Heo6XxoAMMOCTM BbINOJIHAGTCSH NpoTe3npoBaHMe
MUTPaJIbHOIO KJjianaHa.

O BonbHbLIM C cMHApOoMOM MapdaHa Ha3HavaeTcs
KOppeKkuus 3peHms MmetoaoMm noabopa oukoB m
KOHTAKTHbIX JIMH3, @ B CJZIOXKHbIX C/lyyasaX — nyrtemM
JIa3epHOro UJin XMpypruyeckoro neyeHus 6onesHen
3peHuUs.

O [deTtaM CO CKeNeTHbIMU HapyLweHUaAMU NpoBoOaAT
XUpPYpruyeckyro crabunansaumio no3BOHOUYHMKA,
3HAONpoTe3MpoBaHue Ta3obegpeHHbIX CyCTaBOB.

YyeHUS BXOAMT: BUTaMUHOTEpanus,
eTUuYecKas KoJsuslareHHoOpMaaum3yoLwlasa u
6on1iMyeckan Tepanus.



NMPOOUJIAKTUKA

BoJsibHble C AaHHbIM CUHAPOMOM HAaXOAATCA NOA NOCTOAHHbIM
HabnoageHueM Bpavyen, OHU perynsipHo npoxoaaT
AMarHocrmuyeckoe obcnenosaHue. [leTaM paspelueHa sierkas
¢dun3nueckan Harpyska, MCkllouarowas CnopTUBHbIe
COpeBHOBaHUA, NOABOAHOE NJlaBaHUe, KOHTAaKTHble BUAbl
cnopra.

K npocdmnnatuke oTHOCUTCA CBOeBpPEeMeHHas
KapaAMoOXupyprumueckas KOppekuus, KoTopas yBeJinumBaeTt
NpoAoJ/HKUTEJIbHOCTb XXU3HU Ao 70 ner.




H3zeecmHeole at00u ¢ cuHdpomom MapgarHa
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Oc;maa ben /flader

S =
Huxrono lMacaruru larnc Kpucmuan AHdepcen Aspaam JSTluHKoM6H Kopreld Yyxoeckuli

e Mys3bikaHT-CKpunad Hukkono NMNaraHMHM MMesn xapakTepHyro aecdopMaumio nanabLes,
BbICOKMW POCT U Xyaob6y, HenponopuMoHasibHOe pa3sBUTUE KOHEYHOCTEWU, Bnanyto
rpyAb, MbILWWEYHYIO CNnabocCcTb.

 MucaTtenb NaHc Kpuctnad AHAepceH nMen yranosartoe nmuo, 6bis1 oueHb XyAabiM U
ANMVMHHOPYKMM, paHO 3anoJsilyuumn npobsnembl CO 3peHnemM.

* VY npe3unaeHTa AMepukn ABpaama JIMHKONbHA Habnaanucb peBMaTuyeckue 6onum,
«pa360nTaHHOCTb>» CYCTaBOB, HO, B TO ke BpeMsi — xopolwasa ¢msnueckasn
BbIHOCJINBOCTb.

Y nucatensst KopHes HyKOBCKOro Haamume 60s1b110ro HENpPonopLMOHaZIbHOIO HOCaQ,
HOCTEN He NoMeLlasio eMy CTaTb OAHUM M3 NyYLIUNX TBOPLIOB
M U AOKTOPOM chunonormu.

JlapeH. «TeppopucTt N21> Mupa nMmen BbiICOKMM POCT U Masibiu BeC n
e npo6nemMbl C cyctaBaMm U NO3BOHOYHUKOM, a TaK)Xe BbITAHYTbIX Yyepen n
KOM y3Koe nmuo.



Criacubo
3a BHUMAaHHue!




