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CuHapom (6one3Hb) MapdaHa — ayToCOMHO-AOMUHAHTHOE
3aboneBaHue U3 rpynnbl HaCNeACTBEHHbIX NaTONOIMNN
coeaNHUTENBbHON TKaHW. CMHAPOM Bbi3BaH MyTaLIMEN rEHa,
KOOMPYIOLLEro CUHTE3 rMmmKonpoTenHa doundpunnuHa-1, u
ABNSAETCA NAENOTPONHLIM. 3aboieBaHMe XxapakTepuUsyeTcs
Pas3nnUYHOW NEHETPAHTHOCTLIO U SKCNPECCUBHOCTLIO. B
KIlaCcCcu4ecKmnx criydaax nuua c cuHgpomom MapdaHa BbICOKU
(DonmnxocTteHoMenusa), UMeroT yanMHEHHbIE KOHEYHOCTH,
BbITAHYTbIE NanbLbl (apaxHoO4aKTUNUA) U Hegopa3BUTUe
XNPOBOU KnetvyaTtku. [loMmmMmo xapakTepHbIX UIBMEHEHUNI B
opraHax ornopHo-ABuraTenbLHOro annapara
(YONMHEHHBbIE TpyOYaThle KOCTU CKereTa, rmnepmModnnbHOCTb
CyCTaBOB), HabntogaeTcd NaTosiornst B opraHax 3peHuns u
cepaedyHO-CoCyancTom CUCTEMbI, YTO B KITaCCUYECKNX
BapuaHTax coctaBndaet Tpuagy MapdaHa.




cTtopus

« Bnepsble npu3Hakm 3aboneBaHnst Oblfn onucaHbl B 1875 roay
aMepuKaHCKUM opTanbmornorom 3. Bunbsamcowm,
onuncasBLUMM 3KTONUKO XPYCTanuka y bpara n cectpbl, KOTOpbIE ObINK
NCKITIOYUTENBHO BbICOKMMU 1 UMESTN TMNEPMOOUNbHbIE CyCTaBbl OT
poxaeHua. B nocneayouwme roabl ata 6ones3Hb Habnoganach
dopaHuy3ckum npodpeccopom negnatpmm AHTyaHom MapdaHow,
KOTOpPbIN NpeactaBun B 1896 roay KNnHUYeckoe HabnogeHue 5-
neTHen aeBoudku Abpuranb ¢ HEOOLIYHBIMU, HENPEPLIBHO
NporpeccupyrowmMmMmm aHoManussMm cKkeneTa, 1 gan naTtonornu cBoe
NMS1.

» [lo3gHee BbIACHUIIOCH, YTO B 4EUCTBUTENLHOCTM AeBOYKa CTpajana
BPOXXOEHHOW KOHTPAaKTYPHOW apaxHOoAaKTUIINEN.

*  AmMepuKaHCKum reHeTuK Buktop MakKbHCUK OTKPbIT 3TUM
CUHOPOMOM HOBYHO HO30/OMMYECKYHO CTPaHULY HacneacTBEHHbIX
3aboneBaHu COeaANHUTESNBHON TKaHW.




 CnHppom MapdaHa — pegkoe 3aboneBaHue ¢
KfnacCcu4YeCcKUM MeHOeNneBCKUM HacneaoBaHNEM.
PacnpocTpaHEHHOCTL B NONYyALUY COCTaBNAET nopaaka
1 Ha 5000. CnHapom gnarHocTupyeTcs BO BCEM MUPE, B
NOBObLIX ATHUYECKNX Fpynrnax.

« CyLlecTBYeT MHTEPECHbIN d0aKT, YTO Nnepsasi AeBYyLLKa
moaenb Jlecrnin XopHbu, KoTopast nocnyXxuna
npoTtoTMnom obpasa Bcex Mogenemn, umena CUHAPOM
MapdaHa. Kak, yctaHOBMneHO, YTo pag BCEMUPHO
N3BECTHbIX Ntogen ctpaganu cuHgpomom MapdaHa,
cpeaun Hux criegyet ynomMmaHyTh npeamaeHta CLUA A.
JlnHKonbHa 1 Benukoro ckpunada laraHunHn.




CyLLecTByeT UHTEPECHbIK OAKT, 4TO nepsaa
AEBYLUKA MOAEAb - Aecan XopHOK, KOTOPaA"
MOCAYXHMAQ NPOTOTUNOM 06PA3a BCEX MOAEAEH
CTPAAGAQ CMHAPOM MapdaHa




H3gecmAble mdu ¢ cundpomom Mapeara
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Hukkono Mozenunu — [one Kouemuow Aucepcerk —— Agpaam lunonsH Kopwed Yykosexul Ocama ben Jladex



rlpI/NI/IHbI N TEHETUKA MNaToJiormn

HenocpeacTBeHHas npuynHa naTtonornm B 95% criy4aeB — 3TO MyTaLus B
reHe, KOTopble KOAMPYET CTpoeHne dudbpunnuHa-1 n/unm pudpunnuHa-2.
Nokanuanpyetcsa myTaums reHa FBN1 1 FBN2 B xpomocome 15 u 3.

[TaTonornyeckne NsSMeHeHUa B O4HOM 1 TOM Xe JTOKyCce MOryT
obycnaenmBaTb pasHOOOpasHbIE KIMHNYECKNE MPOSIBIEHNA OT CTEPTOM
dOopMbI C NOpaXxeHnem ogHOM U3 CUCTEM OpraHmM3ma 40 KrnacCcuyeckoun
pPa3BEepPHYTOWN.

PnbPUNIINH — 3TO OCHOBA 31TACTUYECKUX BOSTOKOH COEAUHUTENBHON TKaHu
rmukonpoTtenHoBoun npupodbl. OH COCTaBNSET KapKac MEXKITETOHYHOIO
BelleCcTBa, COCYAUCTbIX CTEHOK, XpsiLLeW, XpycTanuka rrnasa h MHOrmx
OPpYyrnx opraHoB U TKaHeW. B cnyyae Hannuusa onucaHHOW myTauum y
nauueHTa coegnHuTenbHasa TkaHb OTNn4aeTcs NoBbiLLEeHHOW
CMNOCOOHOCTbIO K PaCTXKEHUIO, CTAHOBUTCHA MEHEE NMPOYHOM U BbIHOCITMBOW
K MEXaHNYEeCKNM BO3OENCTBUSM, YTO N CTAHOBUTCS NMPUYNHOWN KNUHUYECKNX
NPOSABNEHUN CUHAPOMA.

[TpumepHO B 5% criy4yaeB HenocpeacTBeHHOM NPUYNHON CUHOPOMA
MapdaHa (aTtnnuyHsie opMbl NAaTONOrnn) ABNAETCA TOYKOBasd MyTaLus
reHa, KoTopbIv KOAUPYET CTPOEHME O2-Lienu KonsareHa nepsoro tuna.

[Tpu BCTyNnieHun B bpak 1 6051bHOro 1 1 340p0oBOro poamTesisi BEPOSTHOCTb
poXaeHust 6orbHbIX AeTemn 50%.
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(With Marfan Synorome)




Knaccugpukauuns

B 3aBUCMMOCTM OT Bblpa>XXeHHOCTU CMMINTOMOB:

« cTepTasi hopma — NPU3HaKM NaTonornMnm Mano BblpaxkeHbl U MOryT
OocTaBaTbCs He3aMeYeHHbIMU Ha MPOTSHKEHNN BCEN XXU3HW, KaK NpaBuno,
N3MEHEeHUs KacatoTcsa He bonee 2 CUCTEM OpPraHoB;

* KIMMHUYECKM BblpaxkeHHas dopmMa — CUMMNTOMbI NaTONOrMmM XOpPOLLIO
3aMEeTHbI M BCTpeyatoTcs bonee Yem B 2 cucTeMax OpraHos.

B 3aBUCMMOCTM OT reHeTu4Yeckoro pakropa:

* ceMenHasa popma gmnarHocTupyeTcs B cny4dasix, korga 6onesHb
nepegaeTca no HacneacTsy;

* crnopaguyeckas opma onpeaensieTcs Toraa, Koraa naTtonorus
obycnoBneHa HOBOW CMOHTaHHOW MyTaLMen Y UHAMBUAA U NPU STOM He
BCTPEYaeTCs Y ero poACTBEHHUKOB.

XapakTtep Te4yeHuUs:
* NPOrpeccupyroLLnu;
e CTabWUNbHbIN.






OnopHo-ABUraTenbHbIN annapart

[NMaTonornyeckasi coeaguHUTENbHAA TKaHb o6ycn03n|/|BaeT pa3BnTUEe paaa CI'IeLI,I/ICbI/NeCKI/IX
CbeHOTI/II'II/I\-IeCKI/IX NMPU3HAKOB U ,u,ecbopmaumvl cKkenerta y nauneHToB C AaHHOU NMaToJ10rnen.

Kak npaBuno, BHeLWLHe nauneHTbl ¢ cuHapomMmom MapdhaHa Beirnsagat 4OCTaTOYHO
cneundunyeckn. [1na HUX XapakTepPHO:

aCTEeHNYecKoe TENMOCIOXEHUE;
BbICOKWUI POCT;

NNoxoe pa3BUTUE NOOKOXHOW XXMPOBOW KNeTYaTKn, U3-3a Yero Noan BbirmsaaaTt
XyAoLLaBbIMU;

OYeHb OfIMHHbIE BEPXHUE U HXKHUE KOHEYHOCTU MPY OTHOCUTESTbHO KOPOTKOM TYSTOBULLE;
Yyepen BbITAHYTbIN (Jonmxouedannyeckun);

yOSIMHEHHbIE NarnbLbl — NaykoobpasHble (apaxHoA4aKTUNus);

NNLO Y3KOe, BbITAHYTOE MO BepTUKanu;

roTuyeckoe BepxHee Hebo;

HeopasBUTME CKYIT;

BbICTyNaloLlaa HMXHAA YentoCcTb (MPOrHaTu3m);

HenpaBWIIbHbIN POCT (CKYYEHHOCTL) 3y60B 1 NATONOrMYECKNn NPUKYC;
rMNepmMobunbHOCTb CYyCTaBOB, NX «Pa3bonTaHHOCTb;

rny0boKo nocaxeHbl B Yepene rnasa.

[To mepe pocTa pebeHka MoryT NosIBAATLCA pasnnyHble gedopmaunm ckeneta. Haule Bcero

NOSIBNSAKTCSA MCKPUBNEHUSA NO3BOHOYHOrO cToNnba. Y naumMeHToB ANarHOCTUPYHOT CKOMMO3,
naTonorn4yecknin kKndos n nopaos. Ansg nauMeHToB TaKKe XapakTepHa OCTEONEHMUS
(CHWKEHME MUHEpanbHOWM NITOTHOCTM KOCTEN) 1 YacTble NaTonornyeckmne neperomMmbl KOCTEN
Ha ee PoHe, a Takke CKNOHHOCTb K NPUBbLIYHbLIM BbiBUXaM, HanpumMep, neya.



nedopMalus repejHer CTEHKA I'PyJHOU
K/IeTKH (BJaB/ieHHas I'Py/lb, ' Ky pUHas I'PyAb' )

KanesraHaa rpyab
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Hasap






CepaedHo-cocyaucTtas cuctemMa

Cpeau nopaxeHnn kapgunosackynspHom cuctemol npn CM vaule Bcero
BCTpeYalTcs:

nponanc CTBOPOK MUTParbHOIO KnanaHa c peryprutawumen unm 6es
MUKCamaTo3 cepaua;

ANndaTaumMoHHadA KapamomMmmoriatngd ¢ pa3Butnem cepp,equM
HEOJOCTAaTO4YHOCTMW,

aHeBpPU3Mbl aOPTbl U APYTrMX COCYA0B (MO3roBbIX, MOYEYHbIX, MpP.);
pacLLUMPEeHNE NEro4YHOM apTepun 1 pasnmnyHbIX OTAENT0B aopThl.

iMmeHHO KapanoBackynsipHble naTtonornyeckne nameHeHms npm CM
onpenensoT MNPOrHo3 1 NPoaAOIMKUTENBHOCTb XXN3HU NauneHToB. [1pumMepHOo
90% BCeX NaUMeHTOoB C JaHHOW reHEeTUYeCKOW naTonornen ymmpatoT B
Bo3pacTe 40-50 netT BcrneacTBue Taknux OCroXHEHUN, Kak paccrioeHmne um
pas3pbiB aHEBPU3MbI aOPThbl, 4PYrKMX COCYa0B, NporpeccupyroLlen
HeaoCTaTOYHOCTU cepala BCcrneacTteue aunaraymm ero kKamep u usMeHeHumn
KnanaHHOro annapara.

[Mpu Hannynn CM BO3MOXXHO Hann4ne BPpOXOEHHbIX MOPOKOB cepaua y aeTen.
Ualle Bcero BCTpeyarTcd KoapKTauud aopTbl, CTEHO3 (CY>XEeHUE) JIero4Homn
apTepun, AedekT MeXCKenyao4koBOU U MeXnpeacepaHomn neperopoaku.
Takke Takne naymeHTbl CKITOHHbI K pasnnyHbiM cepaeYHbiM apUTMUSM,
cpean KOTOopbIX U onacHble Ong XXU3HU (MepuaTenbHaa apuTMug,
Xenyago4vkosas Taxmkapausa n 3KCTpacucTonus), K UHPeKUMOHHOMY
SHOOKapOUTY.



AHeegpu3mbl aopmabl U UX pa3pble Yale 8ce20 cmaHo8smcs rnpu4yuHou cmepmu
nayueHma c cuHopomom MapghaHa



OpraH 3peHus

[TaTonornyeckme n3aMeHeHUda rnas aBn4arTcs BeCbMa
XapakTepHbIMU ansg gaHHoro Hegyra. [NpumepHo y 60-80%
nauMeHToB gMarHOCTUpyeTca ANcnoKauma Xpycrtanumka
n3-3a criabocTu ero CBA304HOrO arnapara, npMyem eLle B

MageH4YeckoM Bo3pacTte. Cpeaun Opyrux xapakTepHbIX
NMPU3HAaKOB:

YMNNOLLIEHNE POrOBULLbl;
yBennyeHne pa3sMepoB rnasHoro sbnoka B AnuHy;
MUOMNUS UMW TMMEPMETPONUS;

HapyLlleHWe npoLlecca akkomogaLumm n3-3a HeaopasBnUTUS
LMNnapHOM MblLLULbI.



HepBHaga cucrtema

3-3a naTonorM4eckoro CTPOeHUA CTEHOK COCYyAdO0B Y
naymeHToB ¢ CM noBbILLEH PUCK reMOopparm4ecKkmx
MHCYNbLTOB, a TakXe KPOBOU3NMUAHMK B MO3T NpU pa3pbiBe
COCYOAUCTbIX aHeBPU3M, cybapaxHouganbHbIX
KPOBOTEYEHUN.

Cpenn aHomMmanmn pasBuUTUA BCTPEYaETCS IKTa3uns
TBEPAOMN MO3roBon 0boro4vkn. Yaltle Bcero npuxognTcs
CTankmBaTbCH C NOACHUYHO-KPECTLIOBON 3KTa3neun
MO3roBoin 000s104KM (BbiNSYMBaAHUE TBEPLON MO3rOBOM
000J104KM 3a Npeaenbl N03BOHOYHOroO KaHara Yepes
0edekT B CTPOEHUM NO3BOHKOB). OTO BOSIbLLOW KpUTEPUM
CM, koTopbIn BCTpe4vaeTcs B 40% cry4yaeB 3aborneBaHus.

Y YyacTu nauMeHToOB BCTPEYAOTCH OTKITOHEHUS B
NHTENNEeKTyarbHOM pa3BUTMN, HO OONbLLUNHCTBO NOAEWN
¢ CM xapakTtepusnpyoTcsi BbICOKMMU Nnokasatensamu |Q.



OpraHbl cMCcTeMbI AblXaHUSA

B 6onbLwmMHCTBE CriyvyaeB N3MeHEHUs1 DPOHXONEro4YHOro annapara
ANarHOCTUPYHOTCA Cry4anHo. XapakTepHO pa3BuTmne bynn B BEPXHUX
4acTsaX Nerkmx, KoTopble MHOrA4a MOryT pa3pbiBaTbCA C pa3BUTUEM
CMOHTaHHOro NHEBMOTOPAaKCA.

Takxke u3-3a geopmaunin rpyaHon KNeTKN naunueHTbl CKIOHHbI K
pPa3BUTUIO AIMAU3EMBI NETKNX, YAaCTbIX MHAEKLMOHHbIX 3aboneBaHnn
OpraHoB AbIXaHUs U OblXaTenbHON HEJOCTATO4YHOCTM.
BynnezHan
amdunszema




KoXa 1 Markme TkaHu

BcTpeyvaeTca noBbileHHAs pacTSXUMOCTb KOXKHOMO
NOKPOBA, KOTOpas COYEeTaEeTCH C pa3BUTUeM aTpodonyecKkmnx
cTpun. [NocneoHne NnoaBNAKTCSA CMOHTAHHO, OHU HUKAK He
CBSA3aHbl C KofiebaHnem Beca, 0epeMEHHOCTbLIO NI
ropMoOHarsibHbIMU HapyLeHNAMU. [1oOKOXHbIW XKUP BblpaXeH
crnabo y naumeHToB ¢ cuHgpomom MapdaHa. OHm yacTo
cTpagalrT peungmBmpyoLIMMK rpbiXkamm nepeaHeun
OPHOLLHOMN CTEHKM.

BcTpeyatoTca n MHOrme gpyrue natonormdeckne CUMnTOMB!
nopaxkeHnsa Npoymnx opraHos U TkaHen npu CM. Hanpumep,
onyLleHne noyek (HedponToa), BbinageHNne MO4YEeBOIo
Ny3bIpsa N MATKU Y XXEHLLNH, BApUKO3HOE pacLUMpPeEHNE BEH.



Ko»Ka

Y 6onmsmmacrea moxed ¢
caaapoMom Mapdana paseasaerca
PACTATHBAHEE KOXH, ke Oea
HESMCHCHHEA MACChl T4, JTO MOXET
NOSABHETECA B MOGOM BOZpacTe B He
IpPeACTARAATE ONACHOCTH.




[lnarHocTtmnka cuHapoma MapmaHa

[narHoctuka npu cuHgpome MapdgaHa HOCUT B OCHOBHOM
KIMMHNYEeCKNn xapaktep. ObssaTenbHO yYnTbiBaloT aHaMHE3, B TOM
4yucrne n ceMeunHblin (Hanuimne NogobHbIX NPObeM y KOro-To n3
POACTBEHHUKOB), AAaHHblE OOBLEKTUBHOIO 00CNeaoBaHns U OCMOTpPa.
Takke NnpoBOAAT MHOXXECTBO AOMNOSTHUTENbHbLIX AMAarHOCTUYECKNX
npoLeayp 4Ansd BbISBMNEHMUS NaTonorMm Tex UM NHbiX OpraHoB U CUCTEM.
Ona atoro npumeHsoT KT, Y3 cepaua n cocynos, peHTreHorpaduto
opraHoB rpyaHoun knetkn, KT, MPT BHYTpeHHMX OpraHos,
NO3BOHOYHWMKA, ONIOBHOIMO MO3ra, odpTaribMOCKOMUIO K Npoyune
nccrnenoBaHns opraHa 3peHusi, aoptorpadguio, aHrmorpadouio 1 MHOro
OpYyrnx MeToauk, B 3aBUCMMOCTU OT KITMHUYECKON CUTyaunm m
CUMNTOMOB BONE3HMN.

OkoH4aTenbHbIM anarHo3 cnuHgpoma MapdoaHa BbICTaBMNAT TOMbKO
nocne aHanunaa reHotuna (dHK-gnarHoctuka) n BoissBrneHus
cneymduyeckon myTtaumm B reHe, OTBETCTBEHHOM 3a NPoAYKLMIO
donbpunnuHa, ¢ NOMOLLbIO MOSIEKYNIAPHO-FEHETUYECKUX METOAMVK.



JleueHune 3aboneBaHns

K coxaneHuto, Ha cerogHALWHUN AeHb BbINeYNTb CUHOPOM
MapdaHa, Kak 1 NOBNUATb Ha ero NPUYnHY, HEBO3MOXXHO.
Tepanuna B OCHOBHOM HanpaBneHa Ha ynyJlleHne KkadecTBa
XXMU3HM DONLHOro YernoBeka, yCTpaHeHne CUMITOMOB U
NPOMOUNAKTUKY OCINOXHEHUM.

IleweHune cuHapoma MapdaHa gormkHO ObITb KOMMSIEKCHBIM U
MOXET BKJ1H0MATh KakK KOHCEpPBATUBHbLIE, TaK N XMPYpruvyeckme
METOAUKM.

Bcem nayyeHtam ¢ CM pekoMeHayT OrpaHnyeHmns B
hbun3nyeckon akTMBHOCTU K CPEAHEMY U HN3KOMY YPOBHIO,
nsberatb TAKENOro pnanyeckoro Tpyaa, He 3aHMMaTbCS
CMOPTOM, TaK Kak 3TO CNOCOOCTBYET NPOrpeccMpoBaHnio
naTonorun u TpaBMaTmu3my.

BornbHble JOMKHbI HAbntogaTbCA Y Pa3iinvHbIX JOKTOPOB:
Kapaunorora, OKyJinCTa, TpaBMaTtosiora-opTtoriea,
KITMHNYECKOIo reHeTmKa, HeBpoIJiora



OcHoegHasi 3a0aya 8 riedeHuuU nayueHmos ¢ CuHopomom MapgbaHa 3aKkrrodaemcs 8
npedomsepauwieHuU cepdeqyHo-cocyoucmabix rnogpexxoeHuu



[1porHos

CuHapom MapdbaHa oTnnyaeTcs, Kak npaBurno,
XPOHUYECKNM NPOrpeECCUPYIOLLNUM TEYEHUEM.
[TpOOOMKNTENBHOCTbL XXU3HU NALIMEHTOB NPU
YCITOBUU MOJSTHOLLEHHOIO KOMMJiekca fie4ebHbIX
MEPONpPUATUNA B CpeaHEM COCTaBIAET 45 ner.
OCHOBHbIMU (PakTOpaMu pucka
npexaeBpeMeHHON CMEPTU BbICTyMNakoT
OCITOXXHEHUSA, KOTOPble BO3HUKAIOT BCeaCcTBUE
NaTosiornMm KapanoBacKyAapHOU CUCTEMBI.



CuHapom MapdaHa v
bepeMeHHOCTb

[MauneHTkn ¢ CM MoryT MeTb AeTen, NpUYeEM 300POBbIX,
HO 3TO OY€Hb OMacHO No ABYM MPUYMNHAM:

bepemMmeHHas XXeHLmMHa UMEET O4EeHb BbICOKUN PUCK
netanbHbIX OCTOXHEHUN CO CTOPOHLI cepaeyHo-
COCYOMNCTOW CUCTEMBbI. TaK KaK rnpu BblHaLLMBaHUN pebeHKa
co3gaeTcs ycuneHHas Harpyska Ha opraHu3m martepu, a
0COBEHHO Ha cepaue 1 cocyabl, TO 0O4eHb DorbLUME LWaHChI
y naumeHToK ¢ cuHapomom MapdhaHa nonyvnTs pasphis
aHeBpu3Mbl, ee opMUpoBaHME, pacCrnoeHne aopThl U
npo4vne cMepTerbHO ONnacHbl€ OCIOXHEHUS.

Puck nepegayn gaHHOW HacrneacTBeEHHOM NaToriornm
cBoeMy pebeHKy cocTaBnseTt 50%.



