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XapbKOBCKUIA HaLMOHAaNbHbLIN MEOULIMHCKUA YHUBEPCUTET,
XapbKoBcKasi ropogckasi KnmHudeckas mHoronpodunsHas 6onbHuua Ne17

B pabome npedcmasrieHbl Kpamkue UCmOopuYecKas cripaska, 3muoramozeHes, namomopghosiocudeckue
U3MEHEHUsI U KruHuU4eckas kapmuHa cuHOpoma MapgpaHa, a makxe ripusedeH cry4yali u3 cobcmeeHHou
MpPakmuKu ¢ onucaHueM HEKOMOPbIX KIUHUYECKUX OaHHbIX U ramosio2oaHamoMu4eckux usmeHeHul, Hal-
O€eHHbIX rpu aymoricuu Myx4uHbl 41 200a, cmpadasweao cuHOpomom MapghaHa, ocrioxHusuwie2ocs pac-

cnauesaroweli aHespuamoUl aopmeal.

KntoyeBble cnosa: CUHOPOM MapcpaHa, paccnavearoLlada aHeBpumMa aopTbl, ayToncus.

Cungpom (6onesHb) MapdaHa (CM) asnsaetcs
HacneaCcTBEHHOM NaTONOrMeENn  COeaUMHUTENbHOWN
TKaHW C ayTOCOMHO-OOMWHAHTHbIM TWUMOM Hacne-
[OBaHUSI C BbICOKOW MEHETPaHTHOCTbIO reHa. OTo
oavH 13 Hambonee YacTbixX (5 : 100000) HacnencT-
BEHHbIX CMHOPOMOB OU3rMCTOreHe3a CoeguHUTENb-
HOM TKaHW, KOTOPbIA OMarHOCTUPYeTCs BO BCEM
Mupe, B Nniobbix 3THUYECKMX rpynnax. He cMoTps Ha
TO, YTO cuHapom MapdaHa onucaH 6onee 100 net
Ha3ad, OH NO-MpPEexXHeMy COCTaBnsieT BeCcbMa
CMOXHYIO WU aKTyanbHyl MeOMLMHCKYI npobnemy
[7].

WcTtopuueckasa cnpaBeka. [NepBbiM npusHaky 3a-
bonesaHusa onucan Bunbsamc B 1876 roagy. B no-
cnegywowme rodbl 9Ta 6GonesHb Habnioganach
hpaHLy3ckum npodeccopomM-negmaTpoM AHTOHUO
MapdaHom. B 1896 rogy A. MapdaH npegctasun
KNMHU4eckoe HabnwoaeHne 5-netHen aesodku [ab-
pyenb C Ype3BblHaiHO TOHKUMW U OONTMMMU KOHEY-
HOCTAMW, KOHTpaKTypamu CyCTaBOB, KMGOCKOMMO-
3oM. A. MapdaH gan 3ToMy CMHOPOMY HasBaHue
pattes d’araignee (nanbubl nayka). 3Ta AeBO4YKa
MOrfa UMeTb apaxHOZAKTUIIMIO C KOHTpaKTypamu
(cHgpom bunca), ogHako nms MapdaHa 6bino nc-
nonb30BaHO AN 0603HAYeHUsI COYEeTaHHbIX CUM-
MTOMOB, KOTOpble CBsi3aHbl C Aedhektamn B reHe
dunbpununa-1 (fibrillin-1 — FBN1). Mo3xe onucaHbl
cnyvan deHokonun mapdaHonogoBHbIX CUHAPO-
MOB, B YAaCTHOCTW, CUHOPOM 3KTOMWUW XPYCTarnKoB
C ayTOCOMHO-AOMWHAHTHbIM HacrnegoBaHWEM, CUH-
OPpOM aunatauum 1M paccrioeHus aopTbl, nponanc
MUTparbHOro KrnanaHa, aKTa3uv TBepAoW MO3roBoW
obonoukn. V.A. McKusick, amepukaHCKuniA reHeTuK,
OTKPbINT 3TUM CMHAPOMOM HOBYH) HO30MOMMYECKYHO
CTpaHuLy HacneacTBEHHbIX 3aboneBaHun coeau-
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HuTenbHon TkaHu. B 1902 rogy TtepanesT E.C.
Achard Ha3Ban 3TOT CMHAPOM apaxHoAaKTUNnen u
ponuxocteHomenuen (ot rped. dolicos — onunHHbIE,
stenos — ToHkMe, melis — KoHe4yHocTH). CyliecTBy-
0T Tawkke W [pyrMe HasBaHusl, KOTopble cenvac
npeacTaBnAlT TOMbKO MCTOpPUYECKUA MHTepec. B
1943 roay L.E. Etter n L.P. Glover yctaHoBunu no-
paxeHne aopTbl, oguMH U3 cumntomos CM. B 1972
rogy J.L. Murdoch yTouHun ponb gnnatauum aopThbl
B COKpaLleHun anutenbHocTu xusHun. E.T. Hollister
onucan B 1990 rogy ponb hmnbpmnnuHa B natore-
Hese JaHHOro cMHApoMa, U onpeferieHHbIN MoKyC
aToro 3abonesaHusa B xpomocome 15g21. A rooom
nosxke H.C. Dietz pgokasan, 4TO MyTauumu reHa
FBN1 moryTt npusectn k CM [5].

OTmnonorns n natoreHes. eHETUYECKUIN Xapak-
Tep 3aboneBaHus BnepBble otTmeTun H. Weve,
OnuncaBLLNIA CEMbIO C HECKONBbKMMU BONbHBIMU, TEM
caMbIM [oOKa3aB ayTOCOMHO-LOMWHAHTHBIA TUM Ha-
cneposaHus. Bece gokasaHHble crnydam CM — aTo
crniegcTeue MyTtaumm reHa unbpunnuHa-1 (FBN1),
KOTOPbIA foKanu3oBaH B AMWHHOM nnedve 15 xpo-
Mocombl, none 21 (15q15-g21.3). Cytb MyTauumn —
3ameHa B benke ubpunnuHa nponvHa Ha apru-
HWH. B pesynbTaTe 4ero noBbILWAETCA CUHTE3 KOM-
nareHa tuna 3 M YMeHbLUaeTCa COOEPXKaHUA Kor-
nareHa tuna 1. Npu CM cooTHoLeHne konnareH-1
: konnareH-3 = 3 : 7, npu Hopme 6 : 4. 3HauuTenb-
Hag KnnHM4Yeckas NONMMOPMHOCTE 3aboneBaHust
00BbsACHAETCA HanmuMunMem MHOXeCTBa pasfnmnyHbIX
mytaumin. Okono 75% cnyvaeB SToW natonoruu
nepegaeTcs reHeTu4eckn N Tonbko 25% Bbi3blBa-
eTcs cnopaguyecknumm mytaumamu [5).

MaTomopdonornyeckne U3MeHeHUs 1 KnnHu4e-
ckas kapTuHa. MNMpu CM HapyllaeTcsa CMHTE3 OAHOro
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n3 6enkoB coeguMHUTENBHOM TKaHW — omMbpunnuHa,
KOTOpbIN NpuaaeT en anacTu4HocTb U obecnedn-
BaeT CoKpaTuTenbHyl cnocobHocTb. CoeanHu-
TenbHasa TKaHb, B KOTOPOW OOGHapyXuBatoTCs OC-
HOBHble naTtomMopdonornyeckne MU3MeHeHus, npu-
obpeTaeT NOBLILWEHHYIO CMOCOBHOCTb K pacTsxe-
HUIO N CTAHOBUTCA MEHee BblIHOCNMBA K husmye-
CKUM Harpyskam. [McTonornyeckme M3MeHeHus B
cocydax anacTuMyeckoro Tuna XapakTepusyTcs
paspyLleHMeM 3nacTU4EeCcKoro kapkaca ¢ HeKpO3OM
N dparMeHTaumen anacTU4ecKUx BOSMOKOH, Hapy-
LEeHNeM HarnpaBneHHOCTU U pacllensieHnemMm Kor-
nareHoBbIX BOMOKOH, AUCTpoduMen rnagkoMblley-
HbIX KMeTOK, HakonmeHnem mexgy BOMOKHUCTbIMU
CTPYKTYpaMu MyKononucaxapugoB C AarbHenwnm
dopmMumpoBaHmeM HebOoMbLUNX KUCT — 3pArerimMoB-
CKWU HeKpo3s [9].

®eHoTMN BONbHLIX XapakTepusyeTca onpee-
NEHHON NpPOTSPKEHHOCTBIO: HauuHasi OT  NErkux,
«MArkUX» (PopM CcoeanHUTENBHOTKAHHOM Aucnna-
31K, BCTpevarwmnxcs 1 B obLen nonynaumm — go
Crny4aeB C yrpoxarLMm XM3HU CUCTEMHBLIMU pac-
CTponcTBaMM.

Co CTOpOHbI ONOPHO-ABUranbHOrO annapaTta
OTMEYalnTCa cneaywme W3MEHEHUS: BbICOKUN
POCT, acTeHM4YecKkoe TenocnoxeHue, apaxHogakTu-
nusa (ot rpedv. «daktil» — naney n ApaxHa — cornac-
HO MUY — XeHLWMnHa, npeBpalleHHas AduHON B
nayka), gonuxocteHomMmenus, gedgopmMaumm nosso-
HOYHMKa (CKOMMO3, NopAos, runepkndos), gedop-
Mauus nepedHen CTEeHKU rpyoHOW KneTku (BAas-
NeHHaa rpyab, «KypuHas rpyab»), runepmMobunb-
HOCTb CYCTaBOB, NIockas CTona, BbICOKOE «roTude-
ckoe» Hebo, HegopasBUTUE BEPTMY>KHOW BMafuHbl,
BPOXOEHHbIE KOHTPaKTypbl JIOKTEW W nanbLes,
MbILLEYHasA TMNOTOHWS, crnabocTb CBA3OYHOrO an-
napaTa.

Co CTOpOHbI CepaedHO-COCYAUCTON CUCTEMBI
HabnogalTca cnegyowme Buabl UISMEHEHUR: BPO-
XOeHHble AedeKTbl CTPYKTYpbl CTEHOK COCYAOB
anacTuyeckoro Tuna (ocobeHHo B aopTe U nerou-
HOW apTepwuu); nocnencTens npeabiaywmx gedex-
TOB (aHEeBPU3Mbl U pa3pbiBbl aopThl); pasHoobpas-
Hble MOPOKM pasBUTUS cOCydoB (Hanpumep, Koapk-
Tauus aopTbl, rMnonnasvs aopTbl, He3apalleHue
apTepuanbHOro npoToka).

AHeBpM3Ma aopTbl BO3HUKAET C MpeumyLlecT-
BEHHbIM MOPaXXeHWEeM BOCXOoAdLEen YacTu, umeet
MELLKOBMOHYIO POpMYy, C XapaKTepHbIM noBpexae-
HMEM ee BETBEN, a Takke U30NUPOBAHHBLIMU aHEeB-
pusmamu aptepun [5]. MNpu CM BO3MOXHO Takke
coyeTaHWe aopTanbHOW HeAOCTaTOYHOCTU C aHEeB-
pu3Mon Bocxopsien aopTol [4]. Beuay reHepanu-
30BaHHOM COCYAMCTOM naTonorMm nopaxaeTcs
anacTuyeckas TkaHb Bcex cocygoB. U aHeBpu3aMbl
MOTyT BO3HUKaTb HE TOMbKO B aopTe, Nero4yHon ap-
TEPUKU, HO U B COHHbIX, NyYeBbIX, JTOKTEBLIX, Oea-
PEHHbIX U OPYrnx cocyfax opraHuama. AHeBpu3ama
aopTbl NpU AaHHOM 3aboneBaHuM onacHa He TOIb-
KO M3-3a BO3MOXHOCTM paspbiBa NnMbBo cTeHo3a Ko-
POHapHbIX apTeEpWU, HO U Pa3BUTUEM HapyLUEHWU
MO3roBOro KpOBOOOPALLEHUS, YTO MOXET NPUBECTU
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K MHBaNMam3auum unm cMepTn naumeHTos. Momumo
BbllLieyKa3aHHbIX M3MeHeHun B 80% cny4aeB Ha-
6rirogaeTca nponanc MuTpanbHoro knanaHa. Aopta
6onbHbiXx CM rucTonornyeckn Xxapakrepusyetcs
dparmeHTaumen n 6ecnopsiAoYHbIM PaCMoNoXeH-
€M 3nacTUYHbIX ubpunn, ocobeHHO B rMaaKkoMbl-
WeYHbIX KreTkax. KonnareH n mykononucaxapugsl,
HakannuearwLwmeca Mexagy KneTkamu, cosfgaroT
KapTWHY «KUCTO3HOW MeguanbHOW AereHepauumy,
XOTS UCTUHHbIE KUCTbl OTCYTCTBYHOT. Mykononuca-
Xapvbl, OTKNnagblBalwMecs B KnanaHax MoryT
cTaTb MPUYUHOW YTOMLLEHUA UX CTEHOK. McTomno-
rMyecku y aeten B MecTax paspbiBa paccriauBato-
e aHeBpPU3Mbl aopTbl MPU 3TOM CUHAPOME OOHa-
PY>KMBaIOT KUCTO3HbIN MeOuaHekpos, CKonneHve
rmagkMx MUOLMUTOB C CEKPETOPHOW aKTUBHOCTLIO, B
30He pa3pbiBOB — Nponudepaumio KOHTPaKTUMbHbIX
rmagkvx MmoumToB, 0bpasoBaHne COeaUHUTENLHON
TKaHW, BoraTon MenkuMu cocygamu. Y B3POCHbIX
NauMeHToB Hapsay C pasBUTUEM KUCTO3HOIO Me-
NnaHeKkpo3a aopTbl OTMEYaloT rMnonnasunio ee cre-
HOK, FMNoanacTos3, MMHUMarbHbIe NPU3HaKN aTtepo-
cknepoasa [3, 6].

Co CTOpOHbI OpraHOB 3peHus OuarHOCTUMpyeTCs
upuagopeHes (OpoxaHue XxpycTanuka Bcrieacteue
cnaboCcTu UMHHOBOW CBSA3KM), NOABLIBUX XpyCTanu-
ka (y 50% nauneHTOoB); y NUL, C BbIPXXEHHON MUWO-
MMen NOBbILLEH PUCK OTCIOWKM CETHaTKW.

Momumo atoro B 5% cnyyaeB oTMevaroTCA
CMOHTaHHblE MHEBMOTOPAKCHI; XapaKTepHbl CTpuu
Ha Koxe (striae atrophicae) B obnactax nneu, rpy-
aun, nosicHuubl; y 6onbluMHCTBA GOMbHLIX Habnto-
[aeTCs CYy)XeHWe HEPBHOro KaHana B MOSICHWUYHO-
KpecTuoBOM OTAerne; Hepeako AnarHoCTUpYTCS
KMCTO3Hble 06pa3oBaHUsi B MeYeHN U1 noYvkax, KOTo-
pble yBENMUYMBAKOTCH C BO3PACTOM M OBbLIYHO KNu-
HUYECKN HE3HAYUMbI.

B «knaccudeckux BapumaHTax Habnogaetcs
Tpuaga MapdaHa, KOTopylo COCTaBMST U3MEHe-
HUS B opraHax OMOpHO-ABUraTenbHOro arnnapara
(yAnuHEHHble TpybyaTble KOCTW cKeneTa, rmnepmMo-
OMNBbHOCTbL CYCTaBOB), NaTOMNOMMsl B OpraHax 3pe-
HUS N cepAeyHo-cocyamncTon cuctembl. OnucaHa
rpynna «mapdaHonogobHbIX CUHOPOMOBY», C CO-
CTOSIHUEM OOSbHbIX BHELUHE OYEHb HanoMWHalo-
wum CM, ogHako 3Ha4YMTENbHO OTMMYAIOWUXCA MO
BMCLiEepPanbHbIM NOPAXXEHUSIM, OCIIOXXHEHMSAM W NPO-
rHo3y. [MpoOormKMTENbHOCTb XW3HU MauUEHTOB C
CM 6e3 neyenus coctaensetr 30—40 net. MNpuyu-
HaMW WX CMepTU HABMATCH paccrnavBaloLascs
aHeBpu3Ma aopThbl UMK 3acTorHasa cepaedHas He-
AoCcTaTtovHOCTb. B cTpaHax ¢ pasBuTbiM 34paBo-
oxpaHeHveMm BonbHbIe YCnewHo nevyaTtcs U OoXu-
BalOT A0 MpPEeKNoHHOro Bo3pacta. MegukameHTo3-
HOE U XMUpypruyeckoe nevyeHne crnocobCTBYIOT Mpo-
ONEHNIo XN3HN nauneHToB Ao 60-70 ner.

Hwke npuBogum COBCTBEHHOE ayTONCUMIHOE
HabnogeHne JaHHOW peaKon NaTonornu.

MauwnenT W., 41 roga, cTpagaBLInii CUHAPOMOM
MapdaHa (guarHoCTMpOBaHHOIO Ha OCHOBaHUW aH-
TPOMOMETPUYECKUNX, KITUHUYECKUX, PEHTITEHOMNOrN-
YecKMX MEeTOAOB WccregoBaHws), Haxoaumncs Ha
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CTAUMOHAPHOM JeYeHUM B MNYNIbMOHOSOMMYECKOM
oTAeneHnn opHOW K3  XapbKOBCKUX TOPOACKUX
GONbHWUL, C KITMHUYECKMM OUarHo30M: Herocnutanb-
Hasi OBYCTOPOHHsI cybToTanbHas nHeBMoHus [V
rpynnel, gbixatenoHaa HegoctatodHocTb Il cTtene-
HK, cuHapom MapdaHa, XpoHuyeckad paccnam-
BaloLlasics TopakoabgomuHanbHas aHeBpuama |l
CTeneHn, HeAOCTaTOYHOCTb aopTanbHOro KranaHa
Il cteneHun, nponanc mutpansHoro knanaxa lll cte-
neHun, ryunepToHndeckass 6onesHb Il ctaguu, cep-
pedyHasa HepgocTtaTto4dHocTb Il A ctagun. 3 aHamHe-
3a M3BECTHO, YTO MaUMeHT saBnancs nHesanvgom
rpynnbl MO OCHOBHOMY 3aborneBaHutio (CMHAPOM
MapdpaHa), B 1997 rogy nepeHec NHEBMOTOpPAKC.
Bo Bpemsi HacTosilel rocnuTanusauum npoBoau-
nacb KoHcepBaTMBHasi Tepanusi, Takke Oblna npo-
n3BedeHa nneBpanbHasi MyHKUWs,, B pesyrbTaTte
koTopoi Obino nonydeHo 100,0 mMn COMOMEHHO-
XKENTON XMUAKoCcTU. U3-3a TsKecTn cocTosiHMSA, 00y-
CMNOBIEHHOrO0 HapacTalLen cepaedHon v Abixa-
TEeNbHOW HeJoCTaTOMHOCTbIO, NauneHT Gbin nepe-
BeaeH B OPUT, Ha ceabMble CyTkM nocne nocTyn-
NneHuMs B CTauMoHap HacTynuna Ouonoruyeckas
cMepTb 6onbHoro. Teno HanpaeneHo Ha BCKPbITUE
CO CreayLMM 3aKioYUTENBHBIM ONAarHO30M:

OcHosHoe 3aboneeaHue: 1. CuHgpom Mapda-
Ha. MaccrBHOe aHeBpU3MaTU4eCKOe paccrioeHue
BOCXOASILLErO M HUCXOOSLLEro OTAENOB aopThbl. 2.
FeMoanHaMMYeCKn 3HaAYMMbIA NMOPOK MUTParibHOro
knanana lll ctenenn ¢ HepocTtaTodHocThiO |l cTe-
neHn, cepaeyHas HegocTtaTtoyHocTb Il ctagum. 3.
Tpom603mMBonMsa NEroYyHon apTepum.

OcrnoxHeHusi: [IBYCTOPOHHSA 3acToliHas cyOTo-
TanbHasi MHEBMOHMS, ABYCTOPOHHWUIA NrieBparbHbIN
BbIMNOT, AbIXaTenbHas HegoCTaToOYHOCTL |l cTeneHw.

Conymcmeyrowasi namosnoeusi: TunepToHnYe-
ckas 6onesHb |l cTagum ¢ BbICOKAM PUCKOM.

Mpu BCKpbITUM Tena ymepluero obpaijano Ha
cebs1 BHMMaHMe HenponopLMoHanbHoe (acTeHuye-
CKO€E) TENOCIOXEHME, NOHWKEHHOE NUTaHUe, BbICO-
kun poct (195,0 cM), ANVHHBIE U TOHKME nanbubl
BEPXHMX W HWKHUX KOHEYHOCTEN, BUAWMOW [Ae-
dopmMaumm rpygHoOn KneTku He onpegensanocb. B
npasou nnespansHOn nonoctu cogepxxanock 300,0
MIT NPO3payYyHOM CONIOMEHHOrO LBETa XXMAKOCTW.
MHTUMa aopTbl CO CKYAHbLIM KONMMYECTBOM KENTo-
BaTO-OenecoBaTbiX aTepoMaTo3HbiX Onsiwek, Bbl-
cTynawLMx Hag MOBEepXHOCTbi cocyda. B Bocxo-
asieM, Hucxogsiwem oThenax aopThl, a Takke B
obnactn Gudypkaumm onpenensnocb paccrioeHne
CrNOEB ee CTEHKU C HanuyMem B BOCXOASILLEM OT-
gene cBobogoHO nexawux B npoceBeTe Oypbix
cBepTKkoB (006wmmM o6bemom okorno 500,0 mn), n B
HuUcxodsiem oTaene entoBaTo-0ypoBaTbix
Macc, cnasiHHbIX CO CTeHkoW cocyga. B obnactu
Oyrn aopTbl MMENOChb pacllMpeHne ee MpoCBETa,
nepuMmeTp cocyna B aToMm mecte gocturan 19,0 cwm.
BeHeuHble apTepumn 6e3 ocobeHHocTel. Cepaue
yBenunyeHo B pasmepax (Macca cepgua — 595,0 r).
MonocTn npeacepaun 1 XenygovkoB pacLUMPEHb.
TonwmHa MMoKapga feBoro Xenygo4yka coctasuna
2,0 cm, npaeoro — 0,4 cMm. TonwmHa CTEHKN NEBOro
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npepcepaus — 0,3 cm. CocoukoBble 1 Tpabekynsp-
Hble MbIWLbl rMnepTpodupoBaHbl. Muokapa opsi6-
noBatblii, KPaCcHOBATO-KOPUYHEBOrO LBETA, TYCK-
NbIA, C YMEPEHHbIM KONUYecTBOM Mernkux beneco-
BaTbIX NMOTHbIX py64MkoB. CTBOPKM MUTPanbHOroO
KnanaHa HecCKonbKO yTonuieHbl, ©enecosaTtoro
LBeTa, YaCTMYHO BbIMAYMBAIOTCA B MOMOCTb NIEBOrO
npegcepavs. MepumeTp neBoro aTpvo-
BEHTpUKynspHoro otBepctua 12,0 cMm (Mpu Hopme
10,0 cm). OcTanbHble KnanaHbl cepaua u aHgokapa
— 6e3 ocobeHHocTeN. Jlerkme HecKomnbko yBenuye-
Hbl B pa3mepe 3a C4YeT MPUKOPHEBLIX OTAENOB
BEPXHEN N HWXKHEWN JONen NeBoro nerkoro, a Takke
MPUKOPHEBbLIX OTAENOB BEPXHEN [0NM MnpaBoro
nerkoro, rae Ha olwynb onpeaensanock yMepeHHoe
YNMOTHEHWE TKaHW INerkoro, W KOpuU4HEeBaTo-
po3oBaTbIv LBET opraHa Ha paspese. B octanbHbIX
MecTax TKaHb JlerkMx Ha OlWynb  TSKUCTO-
TecToBaTas, posoBaTtoro useta. Co CTOpPOHbI Opy-
rMX opraHoB n cuctemM 6e3 cyLecTBEHHbIX 0COBEH-
HocTen. B pesynbTaTte rucTonornyeckoro nccneno-
BaHWS ayTOMNCUAHOrO matepuana 6bino BbIsIBNEHO,
YTO B MMUTpanbHOM KnamnaHe UMeeT MeCTO Bblpa-
XKEHHBIN oTek Ha hoHe unbposa (puc. 1), B nerkmx
(y4actkax ynnoTHEeHWs NerovyHon TkaHu) onpene-
NATCA Nons € ABNeHMAMKU KapHudmkauum (puc.
2).
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Puc. 1. YmonuweHHbIU MumparnsHbIl KnanaH ¢ 0meKkoMm coedu-
HUMeIbHOMKaHHOU OCHO8bI Ha (hoHe ee hubposa. Okpacka

2eMamOoKCUUHOM U 303uHomM, H100.
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Puc. 2. KapHughukayusi neeko2o. OKkpacka eeMamoKCUIuUHOM U
903uHom, Y100.
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Takum obpasom, B pesyrnbTate BCKPbITUS U FUC-
TONMOMMYECKOro MccnegoBaHUs ayTonCUMHOIO Ma-
Tepuana yCTaHOBWIM, YTO OCHOBHbIM 3aboneBaHu-
em saBurncsa cuHgpom MapdaHa, OCnoXHMBLUMICA
paccrnouBLUENCs aHeBpU3MOW aopTbl B BOCXOAS-
LeM 1 Hucxogswem otgenax. MNpuynHon cmepTn B
AaHHOM criyqae nocnyxuna octpas KpoBoroTeps
(obwum obvemom okono 500,0 mn).

3aKknYUTENbHbIN NaToNnoroaHaTOMUYEeCKUA au-
arHo3 6bin cchopmynmpoBaH criegytoLum obpasom:

OcHosHoe 3abonesaHue: CuHgpoM MapdaHa
(Q 87.4). HepgoctaTo4HOCTb, Nponanc MUTpasnbHOro
knanaHa. CogpyXecTBEHHas 3JKcLeHTpudeckas rv-
neptpodusa cepaua, NPEMMYLLECTBEHHO 3a cyeT
neBoro xenygoyka (Macca cepgua — 595,0 r, Ton-
lWMHa CTeHKW neBoro xenygoyka — 2,0 cm). dnd-
hy3HbIN MENKOOYaroBbln KAPANOCKIEPO3.

OcrnioxHeHus:  PaccnauBaiowas  aHeBpusMa
aopTbl B BOCXOASAWEM U HUCXOAsLWEM OTAenax c
Hanuynem cBepTKOB KpoBM (0BLLMM OBBLEMOM OKO-
no 500,0 mn) B nonoctn aHeBpusmbl. [1paBocTo-
poHHuI rugpoTopakc (300,0 mn).

Conymcmesyrowjas namornoeus: KapHudurkaums
NPUKOPHEBLIX OTAENOB BEPXHEN U HWWKHEW Aonen
NeBOro nerkoro, BEpXHen Aornu Nnpasoro ferkoro.

Mpn cnuyeHun KNUHWYECKOro M naTonoroaHa-
TOMUWYECKOr0 OMarHo3oB MMeno MecTo WX CoBra-
AeHne. XOoTA MHEBMOHUS BCKPbITUEM He MoaTBep-
avnacb, 6bina BbiiBNEHa KapHUMKauust nerkux —
npoLecc opraHmM3aumm akccygara.

Tarke xoTenocb Obl OTMETUTb, YTO CblH yMep-
ero, Bo3pacTta okono 18 net, ¢ KOTOPbIM Mbl UMe-
N BO3MOXHOCTb KOHTaKTMpOBaTb, MMeN (OeHOTUN
6onbHoro CM (Bbicokmn poct, 6onee 180,0 cm,
ONWHHbIE XyAble KOHEYHOCTM C TOHKMMW nanbuamu
KACTEN), YTO elle pa3 noaTBepXkaaeT HacneacTt-
BEHHbIN XapakTep 3abonesaHus.

UHTepecHbIn akT. EguHCTBEHHas komneHca-
ums, kotopyto 6ornbHele CM nony4varoT oT cyabbbl

3a CBOW MOPOK, — MOBbILLIEHHOE coAepXKaHWe agpe-
HanvHa B KpoBuW. [o-BuaMmomy, BbICOKMM copep-
KaHMeM afpeHanuHa B KpOBU OOBbSICHAETCH MX He-
ob6blyarHon  paboTocnocobHocThio.  Bbnarogaps
CBOUM BblalOLWMMCH CNOCOBHOCTAM, Tpyaonobuto
N NOCTOSAHHOMY camMoobpa3oBaHuio necopyb Aspa-
aM JIMHKOMbH CcTan BrOCMNEACTBUN MPEe3VaeEHTOM
CWA, cblH canoxHuka aHc XpuctuaH AHgepceH
cTan B JanbHenlWemM OOHUM M3 caMbIX NOOUMbIX
nucatenen XIX B. He cnepyet 3abbiath o Lapne
ae onne, Anbbepte OnHwTelrHe n KopHee ViBa-
HoBu4ye YykoBckoM. cTopun Takke M3BECTHO, YTO
TOHKME nanbLpbl Yenoseka, ctpagaswero CM, B co-
yeTaHMM C BrevyaTnsawLwen paboTocnocobHOCTLIO
noMornM ux obrnagatento caenatb aHTacTude-
CKYl0 Kapbepy — peyb MAEeT O 3HAaMEHUTOM CKpuna-
ye Hukkono MaraHunm [1, 2, 8].
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Pedepar
PoswapoBytoya aHeBpn3mMa aopTyu y nauieHTa 3 cuHapomom MapdpaHa (cnocTepexeHHs 3 NpakTUKK fikapsi-naTonoroaHaToma)
Mapkoscbkuit B.[., CopokiHa I.B., KanyxuHa O.B., Mniteds O.M., Macnos O.B.
Knto4voBi cnoea: cuHapom MapdaHa, poslapoBytoya aHeBpuaMa aopTu, ayToncis.

Y poboTi npefcraeneHi ctucna ictopuyHa AoBiaka, etionartoreHes, NaToMopdOnoriyHi 3MiHW i KniHiYHa
KapTuHa cuHapoMy MapdhaHa, a TakoX HaBegeHU BUNALOK i3 BNACHOT MPaKTUKM 3 OMUCAHHAM OEsIKUX KMiHi-
YHUX JaHUX Ta NaTonoroaHaToOMiYHMX 3MiH, 3HaNAEHUX Npu ayToncii Yonosika 41 poky, SKUA CTpaxaaB CUH-
apomoM MapdhaHa, Lo YCKNaaHMBCS pO3LLapoBYHOYO aHEBPU3MOKO aopTH.

Summary

DISSECTING AORTIC ANEURYSM IN A PATIENT WITH MARFAN SYNDROME (A CASE FROM PATHOLOGIST PRACTICE)
Markovsky V.D., Sorokina I.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 patho-
logical 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 cardiosclero-
sis, complicated by aortic aneurysm in the ascending and descending parts with presence of blood clots in
the aneurysm 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 spe-
cialists because of the clinical picture diversity.
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