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XapbKOBCKNA HAaLMOHaNbHbIN MEOULMHCKNA YHUBEPCUTET,
XapbkoBcKas ropoackast KnuHuyeckast MHoronpodunsHas 6onbHuua Nel7

B pabome npedcmaeneHbl Kpamkue ucmopuyeckasl cripaska, amuornamogeHes3, namomopgosioaudeckue
UBMEHEHUS1 U KITUHUYecKasi kapmuHa cuHOpoma MapgpaHa, a makxe nipusedeH criyyal u3 cobcmeeHHoU
fpaKmuKku C OnucaHUeM HEeKOMOPbIX KIUHUYECKUX OaHHbIX U [amosio20aHamomMUyecKux Uu3mMeHeHud,
HaliGeHHbIX rpu aymorcuu Myx4duHbl 41 2oda, cmpadaswezo cuHOpomom MapghaHa, ocrnoxHuswezocs

paccnausarouwieli aHespu3MoU aopmail.

KnioyeBble cnoga: CUHOPOM Mapd)aHa, paccnaneBarllaa aHeBpuU3Ma aopTbl, ayToncua.

CuHgpom (6onesHb) Mapdana (CM) saBnsieTcs
HacrneaCTBEHHOW MaTonorven CcoeguHUTENbHON
TKaHW C ayTOCOMHO-AOMWHAHTHbIM TUMOM Hacne-
J0BaHUs C BbICOKOW MEHETPAHTHOCTbIO reHa. JTo
OAvH 13 Haubonee vactbix (5 : 100000) Hacnepn-
CTBEHHbIX CUHOPOMOB AWU3IMCTOreHe3a CcoefuHU-
TeNbHOW TKaHW, KOTOPbIA OuarHoCTUpyeTcss BO
BCEM MUpe, B NOObIX 3THMYeckMx rpynnax. He
CMOTpPS Ha TO, YTO cuHapoM MapdpaHa onucaH 6o-
nee 100 net Hasag, OH MO-NMPEXHEMY COCTaBnseT
BeCbMa CMOXHYI W akTyanbHyl MeOULUHCKYHO
npobnemy [7].

Uctopuueckas cnpaska. NepBbiM Npu3Haku 3a-
boneBaHnst onvcan Bunbamc B 1876 rogy. B no-
cnepgywowne roabl 9Ta OGonesHb Habnwpganach
dpaHLy3ckumMm npodeccopom-neanaTpoMm AHTOHUO
MapdaHom. B 1896 rogy A. MapcaH npeactasun
KnuHn4eckoe HabnogeHne 5-netHen gesodvkn [ab-
pyernb C Ype3BblYaNHO TOHKMMU U AONTMMMU KOHEY-
HOCTAIMMW, KOHTpaKTypamu CyCTaBOB, kudockonmo-
3oM. A. MapdaH gan aToMy CUMHAPOMY Ha3BaHue
pattes d'araignee (nanbubl nayka). OTa AeBo4ka
Morfna MMEeTb apaxHOZAKTUINIO C KOHTPaKTypamu
(cungpom bunca), ogHako msi MapdgaHa 6bino mc-
nonb3oBaHo Ansi 0603HaYEeHUA CoYeTaHHbIX CUMIM-
TOMOB, KOTOpble CBsi3aHbl C gedektamu B reHe
dmbpununa-1 (fibrillin-1 — FBN1). MNo3xe onucaHbl
cnyvanm dpeHokonnn mapdaHonogoOHbIX CUHOPO-
MOB, B YAaCTHOCTUW, CUHOPOM 3KTOMWUU XPYCTarnuKoB
C ayTOCOMHO-AOMMWHAHTHBIM HacrnegoBaHWEM, CUH-
OpoM aunataumm u paccrioeHus aopTbl, nponanc
MUTPanbHOro KranaHa, aKkTasum TBepaon MO3roBou
obonouykn. V.A. McKusick, amepukaHCKuii reHeTuK,
OTKPbIN 3TUM CUMHAPOMOM HOBYHO HO30JIOTMYECKYHO
CTpaHuLy HacneacTBeHHbIX 3aboneBaHun coeau-
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HUTenbHOM TkaHn. B 1902 rogy TepanesT E.C.
Achard HasBan 3TOT CMHOPOM apaxHOAAKTUIINEN U
ponuxocteHomenuen (o1 rpeu. dolicos — AnnHHLIE,
stenos — ToHkue, melis — koHe4HocTH). CyulecTBy-
10T Takke W Opyrue HasBaHusl, KOTOpble cendyac
NpeacTaBnAlT TOMbKO MCTOPUYECKUA UHTepec. B
1943 rogy L.E. Etter n L.P. Glover yctaHoBunm no-
paxxeHue aopTbl, oanH n3 cumntomos CM. B 1972
rogy J.L. Murdoch yTouHun ponb gunatauum aopThbl
B COKpaLLEeHUN OAnuTtenbHOCTM xu3Hn. E.T. Hollister
onucan B 1990 roay ponb ¢ubpunnvHa B nartore-
He3e OaHHOro CMHAPOMA, M OnpedeneHHbIN MOoKYC
aToro 3abonesaHus B xpomocome 15¢g21. A rogom
noske H.C. Dietz pokasan, 4TO MyTauuu reHa
FBN1 moryT npusectu k CM [5].

OTnonornss n natoreHes. eHETUYECKMIA Xapak-
Tep 3abonesaHus Brepsble oTmeTun H. Weve,
ONMNCaBLLWIN CEMbIO C HECKOMNBKNUMW BOMNBbHBIMK, TEM
caMbiM [0Ka3aB ayTOCOMHO-OOMMUHAHTHbIA  TUM
HacrnepoBaHus. Bce gokasaHHble criydam CM — ato
cnepcteme mytauum reHa mbpunnuHa-1 (FBN1),
KOTOPbIA NoKanuM3oBaH B ANWHHOM nnedye 15 xpo-
mMocomsbl, none 21 (15ql5-g21.3). CyTb MyTaumm —
3amMeHa B 6enke ubpunnuHa nponuHa Ha apru-
HUH. B pesynbTate yero nosbiLlAeTCA CUHTE3 KOM-
nareHa Tuna 3 U ymeHbLUaeTCa COAepXKaHus Kor-
nareHa tTuna 1. MNMpn CM cooTHoLleHne KonnareH-1
: konnareH-3 = 3 : 7, npu Hopme 6 : 4. 3HauuTenb-
Hag KnuHuyeckas nonMMopdHOCTL 3aboneBaHust
OOBSACHAETCS HanuuMem MHOXECTBa pPasfNYHbIX
mMyTauun. Okono 75% cny4aeB 3TOW MaTonoruMm
nepefaeTcsa reHeTU4Yeckun M Tonbko 25% Bbi3biBa-
eTcs cnopaguyecknuMmmn mytaumsamu [5].

[MaTomopgonornyeckne U3MeHeHUss N KrmHuye-
ckas kaptuHa. Npu CM HapyllaeTcs CMHTE3 0OQHOro
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13 6enkoB CoeaUHNTENbHON TKaHU — ubpUnnuHa,
KOTOpPbIA MpuaaeT en 3nacTU4HOCTb U obecneun-
BaeT cokpaTtuTenbHyl cnocobHoctb. CoeanHu-
TenbHasd TKaHb, B KOTOPOW OBHapyXMBawTCs OC-
HOBHble MaTOMOP(ONOrNYeCcKNe U3MEHEHUS, NPU-
obpeTaeT MOBbLIWEHHYIO CMOCOOHOCTbL K pacTske-
HUKO U CTAHOBWUTCS MeHee BbIHOCNMBA K usnye-
CKUM Harpyskam. [mcrtonormyeckne usMeHeHus B
cocygax anactudeckoro Tuna XapaKTepusyloTcs
paspyLleHMeM 3racTUYECKOro Kapkaca C HEKpPO30OM
n dparmMeHTaumenn anacTUYECKUX BOSOKOH, Hapy-
LIEHNEM HarnpaBneHHOCTM U pacLuensieHneM Kor-
nareHoBbIX BOJIOKOH, AMCTpodMen rnagkoMbiLLey-
HbIX KIETOK, HaKOMIeHWeM Mexgy BOJIOKHUCTbIMM
CTPYKTYpaMu MyKOMONMcaxapuaoB C fanbHENLnm
dopmMmpoBaHneM HeOONbLINX KUCT — 3PArermMoB-
CKWU HeKpos3 [5].

deHoTUN BONbHBIX XapakTepusyeTcsa onpege-
NEHHON MPOTSHKEHHOCTbIO: HayuHas OT NErkux,
«MSrKUX» (OpM COeauHUTENBHOTKAHHOW Aucnna-
31K, BCTpeYaLmnxcs u B obwen nonyndumm — go
CMNy4YaeB C YrpoXatLMMM XU3HU CUCTEMHBLIMWU pac-
CTpoucTBamMm.

Co CTOpOHbI OMNOPHO-ABWUranbHOro annapara
OoTMeYalTCa crneaylwmne U3MEHEHUs: BbICOKUA
pOCT, acTeHM4eckoe TeNnocrnoXxXeHue, apaxHoOaKTu-
nusa (ot rpeu. «daktil» — naney n ApaxHa — cornac-
HO MUY — XeHLMHa, npeBpalleHHas AduHon B
nayka), JonuxocteHomenus, gedopmauum no3Bo-
HOYHUKa (CKOMMO3, Nopaos, runepkndos), aedop-
Mauus nepedHen CTEHKM rpygHon knetku (Boas-
NeHHas rpyab, «KypuHas rpygb»), rmnepmobuns-
HOCTb CyCTaBOB, NIIOCKas CTOMNa, BbICOKOE «roTuye-
ckoe» Hebo, HegopasBUTUE BEPTMYXKHOW BNaguHbI,
BPOXOEHHbIE KOHTPaKTypbl JIOKTEW W NanbLes,
MblLLEYHasi TMNOTOHMS, cnabocTb CBSI30YHOrO an-
napara.

Co CTOpOHbI CepaeyHO-COCYAUCTON CUCTEMBI
HabnwpgaloTca  cnegywowme BuAbl  U3MEHEHWN:
BPOXOEHHblEe AedeKTbl CTPYKTYPbl CTEHOK COCYAOB
anactuyeckoro Tuna (ocobeHHoO B aopTe WU neroy-
HOW apTepun); NOCneacTBusa npeabliaylnx gedek-
TOB (aHEBPU3Mbl M paspbiBbl a0pThl); pa3Hoobpas-
Hble MOPOKW pas3BUTMS COCYAOB (Hanpumep, Ko-
apKkTaumsi aopThbl, FMMNOMMa3us aopTbl, He3apale-
HWe apTepuanbHOro NPoToKa).

AHeBpM3Ma aopTbl BO3HMKAET C MpeumyLle-
CTBEHHbIM MOpaXeHWeM BOCXo4sALWen YacTu, umeeT
MEeLLKOBUOHYI0 (DOpMY, C XapaKTepHbIM NnoBpexae-
HMEM ee BeTBeW, a TaKkKe M3ONMPOBAHHBbIMU aHe-
Bpuamamu aptepuin [5]. Npu CM BO3MOXHO Takke
codeTaHne aopTanbHOW HedOCTAaTOYHOCTU C aHe-
BpM3MOW BocxofsLlen aopTol [4]. Beuay reHepanu-
30BaHHOM COCYOMCTOW naTonormm nopaxaeTtcs
anacTuyeckas TkaHb BCeX cOocyaoB. W aHeBpu3Mmbl
MOTYT BO3HWKaTb HE TOMbKO B aopTe, NIEeroyHown ap-
TEpPUU, HO U B COHHbIX, JTy4eBbIX, NOKTEBbLIX, Oea-
PEHHBIX M OPYrMX cocygax opraHuama. AHeBpu3ama
aopTbl Npy AaHHOM 3aboneBaHun onacHa He TOorlb-
KO M3-3a BO3MOXHOCTM paspbiBa nNnbo cTeHo3a Ko-
POHApPHLIX apTepuid, HO U Pa3BUTUEM HapYLUEHWN
MO3roBOro KpOBOOGpaLLEHNS, YTO MOXET MPUBECTM
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K MHBanvMamsauum unm cMeptu naumeHToB. NMoMmmo
BbllLeyKasaHHbIX M3MeHeHun B 80% crny4aeB
HabniogaeTca nponanc MUTpanbHOrO  Knamada.
AopTa 60nbHbIX CM rMcTonorMyeckn xapakrepuay-
eTca pparmeHTaumen mn HecnopsagodHbIM pacno-
NOXEHNEM 3racTuYHbIX nbpunn, ocobeHHO B
rnagkoMblleYHbIX knetkax. KonnareH n mykononu-
caxapuipbl, HakannuMeawLMecs Mexay KrieTkamu,
CO3[al0T KapTUHY «KUCTO3HOW MeauanbHOW fAere-
Hepauum», XOTS WUCTUHHbIE KUCTbl OTCYTCTBYIOT.
Mykononucaxapugpl, oTknagpiBatolmecs B krana-
Hax MOTyT CTaTb MPUYMHOWN YTOMLEHNS] UX CTEHOK.
'McTonornyeckn y geten B MecTax paspbiBa pac-
cnavBawlen aHeBpM3Mbl aopTbl MPU 3TOM CUH-
Opome OBHapyXuMBalT KUCTO3HbIA MeOuaHeKpo3,
CKOMMEeHue rMagkux MUOLMUTOB C CEKPETOPHOWM ak-
TMBHOCTbIO, B 30HE pas3pbiBOB — MponudepaLunto
KOHTPaKTWUINbHbIX FMagkux MuounToB, obpa3oBaHue
COeAVHUTENbHOW TKaHW, Gorator Menkumm cocy-
Aamu. Y B3pocCrblX NauMEHTOB Hapsay C pasBUTU-
€M KWCTO3HOrO MefnMaHekpo3a aopTbl OTMevalT
rMNonnasuio ee CTEeHOK, rMrnoanactos, MUHUManb-
Hble NpPU3HaKM aTepockneposa [3, 6].

Co CTOpPOHbI OPraHOB 3peHUs AuMarHoCTUpyeTcs
vupvaodeHes (OpoxaHue XpycTanuka Bcreacteue
cnabocTu UMHHOBOW CBSA3KW), MOABLIBUX XpycTanu-
ka (y 50% nauMeHTOB); Y N1l C BblpaX€HHOW MMO-
nMer NoBbILLEH PUCK OTCMOMKN CETYATKN.

Momumo aTtoro B 5% cny4yaeB oOTMevarloTcs
CMOHTaHHbIE MHEBMOTOPAKCHI; XapakTepHbl CTpPUn
Ha Koxe (striae atrophicae) B obnactsix nned, rpy-
an, nosicHuupl; y 6onblinHCTBa GOMbHLIX Habro-
AaeTcsa CyXXeHuMe HEepBHOro KaHarma B MOSACHWYHO-
KpecTLOBOM OTAene; Hepeako AMarHoCTUMPYHTCH
KNCTO3Hble 0Opa3oBaHMs B MEYEHU U MOYKaX, KOTO-
pble YBEnMUMBalOTCS C BO3PacTOM U OObIMHO Knn-
HUYECKN HE3HAYNMBI.

B knaccuueckux BapuaHTax Habniogaercsa Tpu-
aga MapcdaHa, KoTopyto COCTaBNAT U3MEHEHUS B
opraHax OMoOpHO-ABWraTenbHOro annapata (yanu-
HEHHble Tpyb4yaTble KOCTM cKkeneTta, rmnepmobunb-
HOCTb CYyCTaBOB), NaToONoOrMs B opraHax 3peHust u
cepgevHo-cocyancton cuctembl. OnucaHa rpynna
«MapaHonofoOHbBIX CMHOPOMOB», C COCTOSIHUEM
OOnbHbIX BHELLIHE 04YeHb HanomuHawwum CM, oa-
HaKO 3HAYMTESNBbHO OTMMYAOLWMUXCA MO BUCLiEparb-
HbIM MOPaXEHWUsIM, OCIIOXHEHUSM U MPOrHO3Yy.
MpoaomkNTENBbHOCTL XM3HM NaumeHToB ¢ CM 6Ge3
neyeHusa coctasnsetr 30-40 net. lNpuunHamn mx
CMepTU SBMSAITCH paccramBaroLlasics aHeBpu3Ma
aopTbl UNU 3acToMHasa cepaeyHass HeaocTaToud-
HOCTb. B cTpaHax ¢ pa3BuTbiM 34paBOOXpPaHEHMEM
OonbHbIE YCNELLIHO nevaTcs M oXUBAKT A0 npe-
KINMOHHOro Bo3pacta. MeavkameHTO3HOE U XMpypru-
Yyeckoe fneyeHne cnocobCTBYHOT NPOASNIEHNIO XKU3HU
nayueHToB go 60-70 rner.

Hwxe npuBogmMm COBCTBEHHOE ayTOMNCUIHOE
HabnogeHne gaHHOW peaKon NaTosiormu.

MauwnenT W., 41 roga, cTpagasLnii CUHAPOMOM
MapdaHa (guarHoCTMpOBaHHOIO Ha OCHOBAHWUU aH-
TPONOMETPUYECKNX, KITMHUYECKUX, PEHTFEHONOrN-
YeCKMX METOOOB MCCNeAoBaHusl), Haxoguncs Ha
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CTaLMOHApPHOM neYyeHun B MNyNbMOHONOMMYECKOM
OTAEeNeHMn OAHOM M3 XapbKOBCKUX FOPOLCKUX
BOnbHUL, C KITMHUYECKUM ANarHo30M: HerocnuTarnb-
Has [BYCTOPOHHAS cybToTanbHas NHeBMOHUs IV
rpynnsl, AbixaTerbHas HegocTtaTtodHocTb Il ctene-
HKW, cmHapom MapdhaHa, XpoHudeckasa paccnavsa-
lowasca TopakoaboomuHanbHas aHespusma |l
CTeneHn, HeJoCTaTOYHOCTbL aopTaribHOro KnanaHa
Il cTeneHn, nponanc muTparnbsHoro kranaxa lll cte-
neHu, runeptoHmnyeckas GonesHb |l ctaguu, cep-
JeyHasn HepoctaTtoyHocTb Il A ctagun. N3 aHamHe-
3a U3BECTHO, YTO nMaumeHT asnanca uHesanuaom |l
rpynnbl NO OCHOBHOMY 3aboneBaHuio (CUHOPOM
MapdaHna), B 1997 rogy nepeHec NMHEBMOTOPaKC.
Bo Bpemsa HacTosllen rocnutanusaumM npoBoOaAU-
nacb KOHcepBaTMBHasi Tepanus, Takke Obina npo-
u3BedeHa nneBpanbHasi MNyHKUWs, B pesynbTaTte
KoTopon 6bino nonydeHo 100,0 mMn CONMOMEHHO-
XKENTOM XUAKOCTU. M3-3a TSKeCTU CoCTosHUSA, 00y-
CMNOBMEHHOIO HapacTawllen cepaeyHon U Ablxa-
TEeNbHOW HEeOOCTaTOYHOCTbIO, NaumeHT Obin nepe-
BeaeH B OPUT, Ha ceabMble CyTKuM Mocne nocTyn-
neHus B CTauuoHap HacTynuna ©Ouonorunyeckas
cMmepTb 6onbHoro. Teno HanpaBneHo Ha BCKPbITUE
CO CneayroLmnM 3akniovmMTerbHbIM ANarHO30M:

OcHosHoe 3abonesaHue: 1. CuHgpom Mapda-
Ha. MaccuBHOe aHeBpu3MaTMyecKkoe paccroeHue
BOCXOJSLLEro N HUCXOAsALLEero oTaenoB aoptbl. 2.
feMognHaMMyeckn 3HaYUMbIA NOPOK MUTPanbHOro
knanaHa lll cteneHn ¢ HegocTaTodHOCTbLIO Il CTe-
neHun, cepgeyHas HegoctaTtoyHocTb Il ctaguu. 3.
Tpomboambonusa neroyHon aptTepum.

OcnoxHeHusi: [BYCTOPOHHA 3acTonHas cybTo-
TanbHas NHEBMOHWS, ABYCTOPOHHUI NneBparbHbIn
BbINOT, AblXxaTenbHasa HegoCcTaToYHOCTL Il cTenenu.

Conymcmsyrwwasi namornoeusi: mnepToHuye-
ckas 6onesHb Il cTagum ¢ BLICOKMM PUCKOM.

Mpn BCKkpbITUM Tena ymepllero obpaliano Ha
cebsi BHMMaHMe HenpornopumoHanbHoe (acTteHnde-
CKOE) TenocroXxeHue, NOHWKEeHHOe NUTaHue, BbICO-
ki pocTt (195,0 cm), ONMHHBIE M TOHKME NanbLbl
BEPXHUX W HWXKHUX KOHEYHOCTeW, BMAMMOW Je-
cdopmaumm rpygHon KneTku He onpegensinocb. B
npaBow nneBparnbHOn nonocTtu cogepxanocb 300,0
MIT NPO3payHON COSIOMEHHOrO LUBEeTa >XWUAKOCTMU.
MHTMMa aopTbl CO CKyAHbIM KONUYECTBOM XemnTo-
BaTo-OenecoBaTbiXx aTepoOMaTo3HbIX Onsliek, Bbl-
cTynalowux Hag noBepxHOCTbiO cocyda. B Bocxo-
Jduem, Hucxogslwem oTAenax aopThl, a Takke B
obnactn Gudypkaumm onpenensanocb paccrioeHne
CNoeB ee CTEeHKM C Hannivem B BOCXOASLIEM OT-
aene cBobooHO nexawmx B npocBeTe Oypbix
cBepTKoB (06wmm obbemom okorno 500,0 mn), n B
HUCXoOddWeM oOThene — KenTtoBaTo-OypoBaTbixX
Macc, cnasHHbIX CO CTeHkon cocyaa. B obnactum
Ayrn aopTbl UMEroCb pacliMpeHne ee npocseTa,
nepumMeTp cocyaa B aToM MecTe gocturan 19,0 cm.
BeHeuHble apTepumn 6e3 ocobeHHocTen. Ceppue
yBenu4yeHo B pasmMepax (Macca cepaua — 595,0 r).
Monoctn npeacepanin n Xenygodkos paclUMpeHb.
TonwwuHa Myokapaa neBoro Xxenygodka coctaBuna
2,0 cm, npaBoro — 0,4 cM. TonwuHa CTeHKN NeBoro

npeacepausa — 0,3 cm. CocoukoBble U Tpabekynsap-
Hble MbIlWLbl rMnepTpodmpoBaHbl. Mnokapg apsi6-
noBaTbIil, KPaACHOBATO-KOPUYHEBOro LBETa, TYCK-
MNbIA, C YyMEPEHHbIM KONMYEeCTBOM Menkux 6eneco-
BaTblX MMAOTHbIX pybumkoB. CTBOPKM MUTparnbHOro
KnanaHa HeCKONbKO YTOmLeHbl, GenecoBaToro
LBeTa, YaCTUYHO BbINAYMBAIOTCA B MOMOCTb NEBOro
npeacepavs. MepumeTp NeBoro aTpwvo-
BEHTPUKYNspHOro oteepctus 12,0 cm (npu Hopme
10,0 cm). OcTanbHble KnanaHbl cepaua n sHaokapa
— 6e3 ocobeHHoCTel. Jlerkme HECKONbKO yBenude-
Hbl B pa3Mepe 3a CYeT MPUKOPHEBLIX OTOENOB
BEPXHEW U HWXKXHEN Aonen NeBoro Nerkoro, a takke
NMPVKOPHEBBLIX OTAENOB BEpPXHENW [JOoNnW npaBoro
nerkoro, rge Ha owynb onpeaensanocb YMepeHHoe

YNJOTHEHWE TKaHU TEerkoro, W KOpWUYHEeBaTo-
po30BaThIi LBET opraHa Ha paspese. B octanbHbIX
MecTax TKaHb JIEerkMx Ha OLWynb  TSHKWUCTO-

TectoBaTas, po3oBaTtoro useta. Co CTOpPOHbI Apy-
rMx opraHoB U cuctem 6e3 CyLeCTBEHHbIX 0COBEeH-
HocTen. B pesynbTaTe rucToniormyeckoro uccneno-
BaHUS ayTOMNCUMINHOrO MaTepuarna 6bio BbISIBNEHO,
4YTO B MWUTpanbHOM KramnaHe MMeeT MeCTO Bbipa-
XEHHbIN oTeK Ha doHe dpubposa (puc. 1), B nerknx
(yyacTkax ynnoTHEHUs1 FIerOYHOW TKaHu) onpege-
NS0TCA Nons ¢ sIBNEHMSIMU KapHudukauum (puc.
2).

F;‘Si S LG Ak LA

HbIU MUumparsbHblIl KnanaH ¢ 0meKkom coedu-

HUMeIbHOMKaHHOU OCHO8bI Ha (hoHe ee ¢hubposa. Okpacka
2emMamoKCUIUHOM U 303uHomM, H100.

AR TET 2

o ol s . G RS
Puc. 2. KapHugpukayusi nezkoeo. Okpacka eeMamoKCUuuHoM u
303uHoM, H100.
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Takvm obpa3om, B pesynbTaTte BCKPbITUS U K-
CTOJIOTMYECKOrO UCCrefoBaHUst ayTONCUMHOIO Ma-
Tepuana ycTaHOBWUIW, YTO OCHOBHbIM 3aboneBaHu-
eM aBunca cuHapom MapdhaHa, OCROXHUBLUMACSA
paccrnovBLLENCa aHeBpU3MOW aopTbl B BOCXOAS-
wem n Huexogduwem otgenax. lNpuymMHon cmepTu B
OaHHOM criyyae MOCnyXxuna ocTpasi KpoBonoTeps
(obwmm obbemom okoro 500,0 mn).

3aknounTenbHbIN NaTonoroaHaTOMUYeckuin am-
arHos 6bin copmynMpoBaH cregylowmmMm 0opasom:

OcHosHoe 3abornesaHue:. CuHgpoMm MapdaHa
(Q 87.4). HepocTaToyHOCTb, Mponanc MUTpansHoro
knanaHa. CoapyxeCcTBeHHasi 3KCLUeHTpuyeckasa rm-
neptpodus cepaua, NPeMMyLLECTBEHHO 3a c4yeT
nesoro xenypoyka (Macca cepgua — 595,0 r, Ton-
LWMHa CTEeHKM neBoro xenygoyka — 2,0 cm). Oudp-
y3HbIN MENKooYaroBbl KapaNOCKNepos.

OcnoxHeHusi:  PaccnauBaiowasa aHeBpusma
aopTbl B BOCXOASLEM U HUCXoZdAWeM oTgenax ¢
HanuuMem cBepTKoB KpoBU (06LLUMM 06bEMOM OKO-
no 500,0 mn) B nonoctn aHeBpu3ambl. [lpaBocTo-
poHHUI rugpoTopakc (300,0 mn).

Conymcmeyrouwjas namosoaus: KapHudurkauus
NPUKOPHEBLIX OTAEMNOB BEPXHEN U HWXHEWN fonen
NeBOro Nerkoro, BepxHern 4ONM NpaBoro Nerkoro.

Mpn cnvyeHun KNMHMYECKOro U naTonoroaHa-
TOMWYECKOr0 OuarHo30B MMeENo MeCTO WX COBMa-
OeHune. XOoTs MHEBMOHUS BCKPLITMEM HE MOATBEp-
avnacb, Obina BbisiBeHa KapHudurKaums nerknx —
npoLecc opraHusaLmm akceyaarta.

Takke xoTenocb Obl OTMETUTb, YTO CbiH ymep-
Lero, Bo3pacTta oKoso 18 net, ¢ KOTOpbIM Mbl UMe-
N BO3MOXHOCTb KOHTaKTMpoBaTb, umen ceHoTmn
6onbHoro CM (Bbicokun poct, 6onee 180,0 cwm,
ONVHHbIE XyAble KOHEYHOCTU C TOHKMMM nanbuamu
KACTen), 4YTo elle pa3 MOoATBepXOaeT Hacnea-
CTBEHHbIV XapakTep 3aboneBaHus.

UHTepecHbIn pakT. EauHCTBEHHas komneHca-
uus, koTopyto 6onbHele CM nonyyatoT OT cyabObl

3a CBOW MOPOK, — MOBLILEHHOE coaepXaHue aape-
HanvHa B KpoBwW. [lo-BuAMMOMY, BbICOKMM cOOep-
XaHMeM agpeHanuMHa B KpPOBW OObBACHSAETCS WX
HeobblyanHom paboTtocnocobHocTelo. Bnarogaps
CBOUM BbIJAKOLLMMCSH CNOCOBHOCTAM, Tpyaontobuto
N NOCTOsIHHOMY camoobpa3soBaHuto necopyt Aspa-
am JIMHKONbH cTan BMOCMeACTBAM NPE3NOEHTOM
CLA, cbiH canoxHuka aHc XpuctuaH AHOepceH
cTan B fanbHerWeM OOHMM M3 camblX JHOOUMbIX
nucatenen XIX B. He crnepyet 3abbiBath o Lapne
ne lNonne, Anbbepte 3nHwTerHe n KopHee WBa-
HoBMYe YyKOBCKOM. MIcTopun Takke M3BECTHO, YTO
TOHKME nanbLbl Yenoseka, ctpagaswero CM, B co-
yeTaHMM C BrevaTnsawowern paboTocnocobHOCTLIO
nomornu ux obnagartento cpenatb daHTacTuye-
CKYI0 Kapbepy — pedb uget 0 3HaMEeHUTOM CKpumna-
ye Hukkono MaraHunu [1, 2, 8].
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Pedbepat
PoswapoBytoya aHeBpr3ma aopTu y nauieHTa 3 cuHapoMom MapdaHa (cnocTepexXeHHs 3 MPakTUKKM fikapsa-naTtonoroaHaToMa)
Mapkoscbkuii B.[l., CopokiHa 1.B., KanyxuHa O.B., lNniteHs O.M., Macnos O.B.
Kntoyosi crnosa: cuHapom MapdaHa, posLuapoBytoda aHeBpu3Ma aopTu, ayTonCis.

Y poboTi npeacTaBneHi cTucna iCTopMyHa AOoBigKa, eTionaTtoreHes, NaToMopdosorivHi 3MiHM i KniHiYHa
KapTuHa cuHapomy MapdhaHa, a Takox HaBeJeHU BUNaAoK i3 BMACHOI NPaKTUKM 3 ONMUCAHHAM AesiKUX KIriHi-
YHUX JaHMX Ta NaTorioroaHaTOMIYHUX 3MiH, 3HaAeHUX nNpu ayToncil Yosnosika 41 poKy, AKUW CTpaXKaaB CUH-
apomom MapdaHa, Lo ycknagHMBCS po3LLapoBYHOHOK aHEBPU3MOKO aopTu.

Summary

DISSECTING AORTIC ANEURYSM IN A PATIENT WITH MARFAN SYNDROME (A CASE FROM PATHOLOGIST PRACTICE)
Markovsky V.D., Sorokina 1.V., Kaluzhina O.V., Pliten O.N., Maslov A.V.

Key words: Marfan syndrome, dissecting aortic aneurysm, autopsy.

The paper considers historical background, etiopathogenesis, pathological changes and the clinical pic-
ture of Marfan syndrome. The authors describe a case of their practice and give some clinical data and
pathological changes found at autopsy of a 41 years old man with Marfan syndrome complicated by dissect-
ing aortic aneurysm. Marfan Syndrome (MS) is an inherited connective tissue disorder with autosomal domi-
nant inheritance and high gene penetrance. The incidence of this pathology is 5 per 100000 population, and
it is diagnosed in all ethnic groups. MS was described more than 100 years ago but it is still very complicated
and urgent medical problem. Patients phenotype is diverse from the light forms of connective tissue disor-
ders to the cases with life-threatening systemic disorders. Marfan triad is observed in the classic form of MS,
it includes changes in the organs of the musculoskeletal system (long tubular bones of the skeleton, joint hy-
permobility), eye and cardiovascular system pathology. Lifetime prognosis of MS patients without treatment
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is 30 to 40 years. The cause of the patients’ death is dissecting aortic aneurysm or congestive heart failure.
The aim of this research is to describe personal practical case of MS in 41-year-old autopsy male patient. 41
year old patient, with MS (diagnosed on the basis of anthropometric, clinical, radiological methods of investi-
gation), was hospitalized to one of the pulmonary departments of Kharkiv city hospital with a clinical diagno-
sis of bilateral subtotal pneumonia, MS, chronic dissecting thoracoabdominal aneurysm, aortic valve insuffi-
ciency, mitral valve prolapse, arterial hypertension, cardiac incipiency. It was known from anamnesis that the
patient is handicapped Il of the main disease (MS), and in 1997 suffered a pneumothorax. The patient died
on the seventh day after combined therapy failure. Body was sent for autopsy with the following final diagno-
sis: main disease: 1. MS. A massive exfoliation of aneurysmal ascending and descending aorta. 2. Mitral
valve defect, cardiac insufficiency. 3.Tromboembolia of the pulmonary artery, complicated by bilateral subto-
tal pneumonia, bilateral pleural effusion, respiratory failure. Comorbidities: arterial hypertension stage Il. Au-
topsy showed asthenic constitution, low nutrution, high stature (195.0 cm), long and slender fingers of the
upper and lower limbs. The right pleural cavity contained 300.0 ml of clear yellowish fluid. Aorta intima con-
tained small amount of yellow-whitish atheromatous plaques protruding above the vessel surface. Stratifica-
tion of aortic layers was found in its ascending and descending parts. Brown blood clots (500.0 ml in total)
lay free in the lumen of ascending part of aorta. Yellowish-brown masses soldered to the vessel wall were
present in the downstream part. Perimeter of the aortic arch was 19.0 cm. Mass of the heart was 595.0 g.
Atrial and ventricular cavities were expanded. The thickness of the left ventricle was 2.0 cm, right ventricle —
0.4 cm, left atrium — 0.3 cm. Myocardium was flabby, reddish-brown, dull, with a moderate amount of small
dense whitish scars. The leaflets of mitral valve were thickened, whitish, partially protruded into the cavity of
the left atrium. The perimeter of the left atrio-ventricular opening was 12.0 cm (10.0 cm in normal condition).
Basal regions of the upper lobe of the right lung and upper, low lobes of the left lung, which were thick on
touch, had brownish-pink color on the body section. Histological examination of cadaver tissues revealed
edema of fibrotically changed mitral valve and carnification in the changed parts of the lungs. Final patholog-
ical diagnosis was formulated as follows: main disease: Marfan Syndrome. Mitral valve failure and prolapse.
Eccentric hypertrophy of the heart, mainly due to the left ventricle. Diffuse small focal cardiosclerosis, com-
plicated by aortic aneurysm in the ascending and descending parts with presence of blood clots in the aneu-
rysm cavity, right-side hydrothorax. Comorbidities: carnification of basal regions of the upper and lower lobes
of the left lung, the upper lobe of the right lung. Clinical and pathological diagnoses coincided. A 18 years-old
son of the autopsy patient had the phenotype of the patient with MS (high stature, more than 180.0 cm, long
thin limbs with slender fingers), which also confirms the hereditary disease. Thus, MS is a rare disease,
which is to be studied not only by geneticists and pathologists, but also by other medical specialists because
of the clinical picture diversity.
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