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Cunpopom MapdaHa:
ICTOPUYHUIA paKkypc i Cy4acHUM nornsapg,
Ha eTionoriio, nartoreHes, AiarHoCTUKY,

KNIHIKY Ta NiKyBaHHSA
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Peawwme. B ornsgi npencrasneHo ictopuyHi Aani npo cuHgpom Mapgarna 3 MOMEHTY 00 ONMcaHHa QpaHLy3bKum
negiatpom y 1896 p., reHeT4Hi 0CHOBKM, NATOMOPGONOria, kKnacuikawis, KniHivHa kapTuHa Npossis 3 BOKy KICTKOBO-
M’'R3080i, cepueBo-cyauHHOT cncTem 1a opraHa 3opy. HaseneHo giarHoCTuyHi KpuTepii Ta andepenuyiiiHy giarHocTuky
nogiGHux 3a KNiHIMHOIO KapTHHOK XBOPO6 | cUHAPOMIB. 3a3HayeH0 OCHOBHI MiaxXoan 40 MEQUKAMEHTO3HOIO | Xipypriy-
HOro NiKyBaHHs1 CepLIEBO-CYANHHNX YCKIBAHEHb.

Kmiouosi cnosa: cMHgpom Mapgawua, myTtauin, ¢ibpuniv, nasykonogiOHi nassui, apaxHogakTuiia, gosixouedanis, gonixocre-

HoMenis, Kihockonios.

Beryn

CvHapom Mapdana (CM) — 3axsopio-
BaHHS CMOJIY4HOI TKAHWHU 3 YPAXEHHAM
CKeneTHO- M’AA30BOI, cepueBo- CYAUHHOT
CUCTEM Ta 04Yel, aKe YCnaaKOBYETbCS
3a ayTOCOMHO- AIOMIHAHTHUM TUNOM. He-
3Baxaloum Ha Te wo CM 6yB onucaHuii
6inbLwe sixk 100 pokiB TOMy, BiH i Hapani 3a-
JIMLLAETLCS OAHIEID 3 aKTyaslbHUX Npobnem
MeaVLMHU 3 NO3ULLiT eTioNoril, natoreHesy,
mopdoreHesy, AiarHOCTUKKU Ta NiKyBaHHSA.
Y 3B’A3Ky 3 LIMM | AOCI NnepernsapaloTLes ajia-
rHOCTWYHI kpuTepil, knacudikaujs CM, Bu-
BYaIOTLCSA PEHOTUMOBI NPOSIBU 3aXBOPIOBAH-
Hfl Ta BeAyTbCs MOLLYKN HOBUX METOAIB JTiKy-
BaHHs. B ogHoro naujieHTa i3 CM Moxe GyTu
CTinbku npobnem 3i 300pOB’ SIM, CKiNlbkKK €
cnewjianictiB y NoAiKAiHiL.

lcTopuuHa goBigka

Y 1896 p. ¢paHLy3bkuii negiaTp AHTYaH
XaH MapdaH onucas 5-pivyHy AiBYMHKY
i3 HaA3BMYAHHO TOHKUMMU | AOBIMMMM KiHLLiBKa-
MM, KOHTpaKTypamu cyrnobis, kipockoniosom
i HasBaB Ueil cMHApOM pattes d’araignee
(nanbui nasyka). Lia pisuyMHka morna matu
apaxHOJAKTUII0 3 KOHTPaKTYPamu (CMHAPOM
Binca), ane iMm’a Map¢aHa 6yno BMKOpUcTaHO
ONS NO3HA4YEeHHS NOEAHAHHA CUMNTOMIB,
NnoB’sA3aHuUX i3 AedexrTamu B reHi ¢ibpuniHy-1
(fibrillin-1 — FBN1). NisHiwe TepanesT
E.C. Achard (1902) Ha3BaB ii0ro apaxHopak-
TUNielo | gonixocteHomMenielo (Big rpeu. doli-
COs — AoBri, stenos — ToHki, melis — KiHLiB-
ku) (Jlucnuenko O.B., 1986). ICHYIOTb iHLI
Ha3BM, LLIO HWHI CTAHOBJIATB JIMLLIE iCTOPUYHUIA
iHTepec: cuHapoM MapdaHa — ELuepa; akpo-
makpist NayHanepa; akpogonixis bpyriumen-
nepa; aonixocreHoMenia; cuHopom Mapda-
Ha — Epbe; rinepxonaponnasisa Mepi ta ba-
60oHe; akpoxoHaporinepnnasis BaneHTuHa;
BPODKEHA aKPOMaKpis 3 aMioToHielo KOHra;
BPOMXEeHa Me3oaepMansHa aucTpodois Bese;
avcmesekTonis Jlasan; aonixomopaoisi. Okpim
L5Oro, HYaCTUHA aBTOPIB BBAXAE, LLIO Cy4aCHe
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BU3Ha4YeHHA cUHOpOoMY MapdaHa He Mae
XOJHOrO BiHOLLEHHA A0 onucaHoro Mapda-
Hom y 1896 p. (Jlasosckuc U.P., 1981).

YpaxeHHsi aopTu sik cumntoM CM BusiB-
neHo nvwe y 1943 p. L.E. Etter ta L.P. Glover,
a posib Avnarauii aopTy B CKOPOYEHHI TpUBa-
JIOCTi XUTTA yTOo4HeHo y 1972 p. J.L. Murdoch.
Y 1990 p. E.T. XonnicTepomM onucaHa posb
@ibpuniHy B natoreHesi CM, a Takox BU3Ha-
YEHWIA NOKYC LIbOro 3aXBOPIOBAHHSA Y XPOMO-
comMi 15g21.1. Jokas Toro, Wwo myTauii reHa
FBN1 moxyTb npu3sectu ao CM, onucaHi
y 1991 p. Oaeuom (umT. 3a: Frydman M.,
2008).

Cunppom MapdaHa — pigkicHe 3axBo-
PIOBaHHA 3 YaCTOTOI0 BUHUKHEHHSA 2—3 BU-
nagku Ha 10 Tuc. oci6 (BapawHes 10.U.
1 coasT., 1983). binbLicTL aBTOPIB ONUCYBA-
NI NOOAMHOKI BUNAAKU 3aXBOPIOBAHHSA.
3a paHumu O.B. Jlucuuerka (1986), Haiibinb-
La KinbkicTb BUNaakis onucaHa y Mapdgaxa
(1938) — 10, Mpimanbai (1964) — 15,
Makx’iocuka (1966) — 75 npobaHajs. BiTuns-
HAHI gocnigHukn KongpawuH, Heyaaxid
(1968) piarHocTyBanu cuHgpom MapdaHa
y 17; Hapape#wsini, MNanamapuyk (1970) —
y 11; NlackoBa, JlackoB (1970) —y 19; N'yceBa
(1971) — y 30; JNlucuuerko (1971) — y 64;
YT1kiH, MpywuH (1972) — y 23; Manysos
(1973) —y 10; Cemsaukina (1975) — y 70 xBo-
pumx.

NexHeTvka

leHeTnyHWiA xapakTep CM BnepLue no-
miTuB H. Weve, akuii onucas pOauWHY 3 Kifb-
KOMa XBOPUMM | TaKM YUHOM [I0BIB 8yTOCOM-
HO- AOMiHaHTHUWIA TUN ycnaakyBaHHs (Jlucu-
yeHko O.B., 1986). PeaynbTati noganbLUMx
reHeTUYHUX JOCTiIKEHb CBiA4aTh, L0 MyTa-
Lisi B reHi FBN1 BUSIBNSETLCA He NULLE Y Na-
uienTis i3 CM, ane i npw iHWKWX NOAIGHUX
3aXBOPIOBAHHAX CMOJIYYHOI TKAHUHM, LLO
o6’egHaHi B rpyny ¢ibpuniHonariii | Tuny
(PuweHko A.B., 2006). FeH FBN1 poamiluy-
€TbCS HA #OBromy niedi 15-1xpomocomm
i kKapTOBaHWiA B NOKyCi 15q 21.1 (pucyHok).
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Crpykrypa 15-1 xpomocomu nloavHA

15-1a xpomocoma nioguHu — opHa 3 23 nap)
IOLCHKNX XPOMOCOM, sIKa MicTTL > 102 M/IH nap;
IOCHOB, L0 CTaHOBUTL 3-3,5% ycboro Marepiany;
JIHK knitvem moguHn. VIMOBIDHO, BOHa MiCTUTE
700-900 renis

MpubnnaHo'y 75% BuNaaxis 3aXBOPIOBaH-
HSl NePefaeTbCsl FTEHETUYHO i iuwe 25% Bu-
KIMKAIOTLCA CNOPAAVUYHUMU MYTALLiSIMU.
Bapto 3asHaumMTy, wo CM xapakTepuayeTbes
BUP@XEHOIO FEHETUYHOIO reTEePOreHHICTIO.
CborogHi Binomo 61m3bko 550 MyTaujil y pis-
HUx poguHax. Cepen BUPaXEHUX MyTaLii
BreHi FBNT: 57% — micceHc-myTaul, 18% —
¢peiMmndT-MyTauii, 16% — cnaiic-cair,
8% — HOHCeHC-MyTaji. [lng knacuuHoi ¢pop-
Mu CM xapakTepHa MyTaLlisl B OOHOMY i3 Jo-
meHiB FBN1 (epidermal growth factor (EGF)-




like domain}, Wo BiANOBIAae 3a 3B’A3YBaHHS
KanbLiio 3 ¢ibpuniHoM. MaTonoriyHi 3miHn
B TOMY CaMOMY JIOKYCi MOXYTb BUKJIUKATU
pi3Hi KniHiYHI NposiBu — Big, cTepTol hopMu
3 ypaxeHHsIM OgHiel CUCTEMMN OpraHiamy
0o knacuyHoi dopmu. KniHiyHa pisHOMaHIT-
HicTb CM 3yMOBNIOE BTArHEHHS MyTaLjid, 10~
Kani3oBaHWX B IHLUMX reHax, HaNnPUKaa, B reHi
FBNZ2 abo FBN3. Liei dakT nigTBepaxyeThes
TWUM, LLO Y YACTMHU NALIEHTIB i3 KiHIYHO BU-
paxeHumM CM BM3HA4Ya€TbCA HOPMabHUiA
MeTaboniam ¢ibpuniHy, a NpyU reHeTUYHOMY
aHaniai BincyTHA MyTauis B reHi FBN7 (Baty-
™H H.T. u coasr., 2006; duweHko §1.B., 2006).

MaTtomopdonorin

MonekynsipHa OCHOBa 3aXBOPIOBaHHS
nonsirae B NOpPYLUEHHi CUHTe3y oaHoro 3 6in-
KiB CMOJIy4HOI TKaHUHU — ¢ibpuniHy, AKui
Hapae il enacTMYHOCTI Ta 3abeanedvye Cko-
POTHY 3aaTHICTb. OCHOBHI naTomMopdonoriy-
Hi 3MiHU BUSIBNIAIOTLCA B CMONYYHIA TKAHWHI
(Me30aepmi), WO B MUHYNIOMY CTaU10 OCHOBOIO
Ha3BW 3aXBOPIOBaHHS, AKa HUHI HE BUKOPUC-
ToByeTbes (dystrophia mesodermalis con-
genita Marfan; dystrophia mesodermalis hy-
poplastica). Cnony4yHa TkaHUHa Mae nigBu-
WEeHy 3AaTHICTb A0 PO3TArHEHHS | MEHLU
BUTPMBaIA A0 ¢i3n4HUX HaBaHTaxeHb (BaTty-
T1H H.T. n coasr., 2006). TUNOBUMM € FiCTO-
NoriyHi 3MiHW B cepedHiii 06010HUi CyauH
€laCTUYHOro TUMY, LLO NPOSIBNSIOTLCA PYi-
HYBaHHSIM eJJaCTMHHOIO Kapkacy 3 HEKPO30OM
i pparMeHTaujielo enacTU4HUX BOSIOKOH, No-
PYLUEHHSIM HanpPaBREeHOCTi | pO3LLEenaeHHAM
KONareHOBWUX BONOKOH, aucTpodielo rnaa-
KOM’ 1I30BUX KJTITUH, HAKOMWYEHHAM MiX BO-
JIOKHACTUMU CTPYKTYPaMK MyKononicaxapu-
AiB i3 noganswuM GopMyBaHHSIM HEBETMKUX
KUCT — epareiMiscbkuii Hekpoa (CMoneH-
ckuii B.C., 1964; BatrytuH H.T. u coasr., 2006;
Canadas V. et al., 2010).

Knacudikauin

3aransHonpuitHaTol kKnacugikauii CM
He iCHYeE, 0aHaK aeski aBTOpU CTBOPIOBAM Ti
(Tabn. 1).

HiarHocTrka

3akpurepismn «Ghent nosology» (De Pae-
peA. etal., 1996) CM Bu3HauaeTbCA 32 BENU-
KUMW i MANTMMU KJTIHIYHHUMUW O3HAKAMM B OpraHax
OMNOPHO-PYXOBOro anapary, cepLeBo-CyaMHHOT
CUCTEMM Ta OpraHa 30py, a TakoX OUXanbHOT
CUCTEMM, LLKIPU, TBEpAOT MO3KOBOI 060/IOHKN.
Ina BcTaHoBAeHHA piarHo3y CM HeobxioHa
HasIBHICTb MO OAHOMY BEJIMKOMY KPUTEPIIO
B ABOX CUCTEMaX | OOHOro Masioro — y TpeTik
(DiweHko B.A., diweHko 51.B., 2007), (tabn. 2).
OxpiM AjarHOCTUYHKX KpUTEPITB, BUKOPUCTOBY-
10TbCA (EHOTUNOBI AiarHOCTUYHI TecT CM,
a caMe: CMiBBiAHOLIEHHA KUCTb/3picT >11%;
Bi[AHOLLIEHHS po3max pyk/apict >1,05; aoexuHa
cepenHboro nasibus >10 CM; BigHOLLEHHS A0B-
)KMHWU BEPXHbOrO CErMEHTA Tifla 4O HWKHLOIO
<0,86; inaekc Bapru <1,5 (Jlesaniok B.®.,
TuanpA.A.,1983; BatytuH H.T. ncoasr., 2006).

Kniniuna kapTuna

g nauieHTiB i3 BUpaXXEeHUMU NposiBaMu
CM xapakTtepHi: gonixouedanisi; By3abkuii
NMUEBWIA Yepen; BUCOKUIA 3piCT; HepgoCTaTHsA

Maca Tina; AOBri KiHUiBKM i NaByKONOAiGHI
nanbui; BUCoke nigHebiHHs; Kipockonios;
niikonoaibHa rpyaHa knitka, naTtonoris
CepLeBO-CyAUHHOI CUCTEMM, a TakOX ypa-
XEHHS1 opraHa 30py: eKTomnisi KPULLTANUKIB;
Mikpocdepodakisi; nnocka poriska; Mionis
(OemuH A.A. u coasT., 1985; OcnaHosa J1.C.
W coasT., 1986).

3miHuM ckeneTy BiA3HaAYaoTh Y %4 NauieH-
TiB, XBopux Ha CM, i BKnioyaroTb: BUCOKUIA
3picT, acTeHiuHy Tino6yaoBy, OONIXOCTEHO-
Menilo, NPOrHaTilo, «roTuyHe» NigHebiHHSA,
nedopmMauiio rpyaHUHU, apaxHogakKTunilo,
cKonio3w, Kihpockoniosu, nopyLueHHs GyHKLii
cyrnobiB, nnockocTonicTb, ANCHYHKLIIO
BWUCKOBO-HWUXHbOLEenenHoro cyrnoba (mu-
Tpues B.WN. u coasr., 1981).

HaiiBadkui 3MiHM cnocTepiralotbcs 3 60ky
cepueBO-CYAUHHOT CUCTEMU. PO3Pi3HAI0TL
TPU BUAW CepUEBO-CYAUHHUX MPOSBIB
npu CM: BpomxeHi nepekTi CTPYKTYpU CTIHOK
CYAVH eNacTU4HOro TUNy, ocobimBo B aopTi
Ta NereHeBiil apTepii; HacnigkKM nonepeaHix
nedekTiB — aHeBpPU3MU | PO3PUBU a0OpPTH;
pi3Hi BaAW PO3BUTKY B NOeAHaHHi i3 CM, Ha-
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NPUKNaA KoapKTaLis aopTH, rinonnasis aop-
TH, He3apoLWeHHA apTepianbHOT NPOTOKU
(CmoneHckwmia B.C., 1964; benokoHb H.A.,
Kyb6eprep M.B., 1987). AHeBpu3Ma aopTu
npu Uil natonorii BUHUKAE 3 OAHAKOBOIO
4aCTOTOK Y HOJIOBIKIB i XiHOK Bikom 30-40 po-
KiB, 3 NEpeBaXHUM YPAKEHHSAM BUCXiOHOT
4acTUHKU, Mae MilukonoAibHuit Burnsag, i3 xa-
PakTepHUM YPaXEHHSM i rinok, a TakoX i3o-
NbOBaHUMU aHeBpU3aMamu apTtepiit (3epbi-
Ho A.4., 2006). Ockinbku CyaMHHAa NaToNoris
npu CM € reHepaniaoBaHOI0, ypaxXaeTbCsl
enlacTyHa TKaHUHa BCiX CYAWH. AHEBPU3MM
MOXYTb BUHUKATUW He JIULLE B Pi3HUX Bigainax
aopTw, ane i y nereHesiit aprepii, a Takox
Yy COHHUX, MPOMEHEBUX, JTIKTbOBUX, CTErHOBUX
Ta iHWWX cyaMHax opraHiamy (Boromo-
noB J1.U. n coas.r., 1982; Barytud H.T. uco-
aBT., 2006). AHeBpuama aoptu npu CM He-
6e3neyHa He nuLIe MOXJIUBICTIO PO3PUBY Y1
CTEHO30M KOpPOHapHUX apTepil, ane i po3-
BMTKOM MOPYLUEHb MO3KOBOIo KpoBooGiry,
WO MOoXe NpU3BEeCTU A0 iHBanigHoCTI
yu cMepTi nauieHTiB i3 CM (KyabMiHCbkniA A.T.
Ta cnieasT., 2008).

Tabmuus 1

Knacuoixauis CM 3a: Jincuyenxo 0.B., 1986

l. Popma

Crepra
CnaboBupaxeHi 3MiHA B OBHIN, LBOX CUCTEMaX

Bupaxena
« CnaboBMpaxeHi 3MiHY Y TPbOX CHCTEMaX
+ Bupaxei 3Mitv xoua 6 B OfiHil cucTeMi
« BupaxeHi 3MiHY y FiBOX, TpbOX i Ginblue cHCTEMax

CryniHb BHpaxXeHoOCTi
a) nerxwii
6) cepeaHin
B) TAXKMIA
II. Xapaxrep nepeGiry
Pewunuey04ni (nporpecyiomit) CrabinbHin

lil. TeneTHYHa XapaKTePUCTHKE
CrnopagusHui BUNA0K
lepBrHHa MyTaLis

CimeliHa dbopmMa (TMn ycnaakyBaHHs )

Tabnuus 2 RiarHocTHyni xputepil CM (Piwenxo B.4., Giwenxo 4.B., 2007)

Benmxi xpurepil Mani kpurepii

1. Navonoria onopxo-pyxoaol CHCTEMK
- Kunenogi6Ha nedopmaviis rpygHoT KniTku - Nliiikonopi6ra nedopmadlis rpyaHoi knimku |-l crynets
« Jliiikonopi6Ha pedopmavis rpyaHoi knitku ll--IV crynens - Finepmo6inbHicTs cyrnobis
- Ckonioa llI-IV cTynens - Ckonioa |1l crynens
« BigHOWEHHA AOBXMHW BEPXHLOTO CErMeHTa Tina - Bucoke nigHebiHng | HepiBHOMIpHHIA picT 3ybiB
10 HuxHboro <0,86 a6o poamax pyk/apict <1,05 - AHomarii yepena i nuus (gonixouedanis, rinonnasia
- ApaxHozakrunisi, Tect Steinberg, Walker — Murdoch  Bunuub, «nTawmHe» nuue)
- Po3ruHanbHa KOHTPaKTypa B NiKTboBOMY Cyrnio6i <170
+ [nockoctonicts
- Profrusio acetabuli

2. Navonoris cepueso-cyausHOT CHCTEMM
« [lunartauis KOpeHs aopT, PO3WMPEHHs CMHYCY - Mponanc MITPANbHOrO Knanaxa

Banbcanbeu « [lunarauis nereHeBoi aptepii (Bik >40 pokis)
« PoawapoByioua aHeBpu3ma aoptH (Bik >40 pois) « Kanbumdikavis MitpanbHoro kinbus (sik >40 pokis)
« [lunaravis A po3wapyBaHHs iHwMx cyauH (Bik >40 pokis)
3. Matonoris oprana 30py
« ExTONiA (BMBMX, NiABMBMX) KpULLITANKKIB (BiK >40 pokiB) - CrnoLieHHs poriBkk
« 36inbILeHHs aKCianbHOT OCi OKa, Mionis
- linonnagisi paRayXKku1 Ta LUAIAPHOTO M'A3a
4. Navonoris GpoHxonereHeant CHCTEMMN
- AnikanbHa OynbosHa eMQizema nereHb
+ CnoHTaHHMA NHEBMOTOPAKC
5. Matonorig WKipn Ta M’AKKX TKAHKH
- Atpodivui crpni
+ Peunpueyioyi rpwsi
6. Navonoris Teepaoi moakosoi oBonoHKH
« Extasis TBEpA0i MO3KOBOI 000NOHKM, paxicxisuc « Mani kputepii incyTi

xpebLLiB, CIMHHOMO3K0BA rpuxa

« Myrauis B reni FBNT B ayrocomi 1521.1
« HadBHiCTb KniHiyHMX kpuTepiis (deHoTun)
y Garbkis, aitelt, cubcis

- Cnajikysants Mapxepa rannotuny AHK

« Benuki kpuTepil BIBCYTHI

- Benki kpurepli sipcymsi

7. leHeTRYHI 03HAKK
» Mani kputepii BiacyTHi
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O¢TansMOoNoriyHi NPOsiBUA AjarHOCTYIOTh
NPaKTU4HO Y BCiX XBOPUX HAa CM HesanexHo
Big, Biky. HaiuacTille ue Mionis pisHOro ¢ry-
neHs, NnocKa porieka, rinonnasia panoyxxku
Ta uMniapHOro M’a3a, eKTonis KPULLTANKKIB,
3MiHW Kanibpy CyauH CiTKiBKU, KOCOOKICTb,
OereHepaujs CiTKiBKM, BigLlapyBaHHS CiTKIB-
KW, KaTapakTa, rnaykoma (Cruysberg J.R.,
Pinckers A., 1995). OgHak aBa OCTaHHI Kpu-
Tepii noTpebyloTh NOAANLLIOT NEPEBIPKA Ans
BKJTIOHEHHS TX IO KaTeropil Manux KpuTepiis
(BukToposa U.A., Hevaesal™.W., 2004). Mnoc-
Ka poriska Kopenioe 3 BUBUXOM (NiABUBUXOM)
kpuwtanukis (KoHtpuaae B.C., KsaHtanma-
Hu U.T., 1980; lzquierdo N.J. et al., 1992;
Sultan G. et al., 2002; OnexoBa O.B., 2010;
MemaV,, Qafa N., 2010).

DudepeHuiiiva piarHocTUKa

Ockinbkn pna CM HalixapakTepHiwe
yPaxeHHsl CKeneTHO-M’A30B01, cepLeBo-
CYOWMHHOI CUCTEM Ta OpraHa 3opy, gudepeH-
LiAHY oiarHOCTUKY CAip NpOBOAMTH i3 CUHAPO-
MaMu, )1 IKUX XapaKTepPHEe YPaXKeHHS LUX
opraHis i cucteM: cuHapomM Jloliec — Ajitca,
BPOMXEHa KOHTPaKTypHa apaxHOAaKTuAis
(cuHgpom binca), cnagkosa apTpoodTaib-
monartisa (cuHgpom CTiknepa), cMHOPOM
KnaiAHdensTepa, roMoLMCTUHYPIS, Mapda-
HonopibHa po3yMoBa BiaCTaNiCTb, CUHAPOM
Enepca — [JaHno, ekTonis kpuwitanvka Beiin-
na — MapuesaHi, ayToCOMHO- IOMiHaHTHa
eKTOonNis KPULLITAIUKA, ayTOCOMHO-peLleCUBHA
eKTOonis KpuLLITanuka 3/6e3 exronii paitayxku,
cuHapom Mapdana Il Tuny, nponanc MiTpanb-
HOrO Kj1anaHa, CiMerlHuil nponanc MiTpanb-
Horo knanaHa (MASS-deHotun), Epareitma
KiICTO3HWIA MepjanbHUIA HEeKPO3 3 po3Luapy-
BaHHSIM BUCXiAHOI a0OpTH, CiMeiiHa aHeBpua-
Ma aopTu, ABOCTYNKOBUIA aOPTaUIbHUIA KNanaH
3 po3LwapyBaHHAM BUCXiOHOI aopTu (Jlaii-
6ep B., Onubpux I'., 1974; Bapawnes |0.U.
u coasT., 1983; Mlucuyenko O.B., 1986; Ran-
gasetty U.C., Karnath B.M., 2006; Fryd-
man M., 2008; KagypuHa T.U., Fop6yHo-
Ba B.H., 2009).

Y 2004 p. T. Mizuguchi Ta cniBaBTopM
nosigoMunu, wo npuanHolo CM moxe 6ytu
nopyLweHHs 06MiHy TPaHCHOPMYIOHOro dak-
Topa pocty 6eta (TGFRB2 — transforming
growth factor beta receptor 2). 3a paHuMmu
B. Loeys Ta H. Dietz (2006) npuumHoIo aHeB-
pu3aMK aopTH | MapdaHoigHOro deHoTUny €
MmyTauil B TGFRB1. PoswapyBaHHs aopTu
xapakTepHe ans 06ox cuHapomis (MapdaHa
iJloiiec — AiTca), ane npu 0CTaHHLOMY eKTO-
nii KpuWwTanuka € pigkKicCHUM CUMNTOMOM,
a B NaujieHTiB HaaBHi 36iNbLUeHHS Bigaani Mix
napHUMW opraHamu — rineprenopuam (90%),
BOB4a Nnawia 4m 83un4ok (90%) i 3aBUTKM apTe-
piit (84%).

Mporxoz

MpupoaHuia nepebir CM He6eaneyHui,
OCKiJIbKW ypaXXeHHSs cepLd i cyauH y 50% Bu-
naakis NPU3BOAATb A0 CMEPTI 3a BiACYTHOCTI
Xipypri4Horo sikyBaHHs. Hait6inbLu 3arpoanm-
Bi Mporpecyioya aunarauis kinbusi aopTab-
HOro KnanaHa Ta po3wapyBaHHS aopTu.
MpoTe 3a ocTaHHi 19 pokis rocnitansHa ne-
TanbHICTb NPY NNaHOBUX onepaduisx B Haujo-
HaTLHOMY IHCTUTYTi CepLIeBO-CYAMHHOI Xipyp-
rii im. M.M. AMocoea HAMH YkpaiHu cTaHo-
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BUTb 0% npu KinbkOCTi NPOONEpPOBaHUX
164 xBopux. CBOEHacHa kapajoxipypriuHa
KOpEeKLUis cepueBO-CYAUHHUX MPOSBIB
Ta ycknagHeHb CM poasonuna 36inbumTu
TPUBANICTL Ta NOKPALLMTA AKICTb XUTTS Oa-
raTbox nauieHTiB (Xopolukosata O.B., 2010).

NikyBaHHs

MeaukaMeHTO3He i XipypriuHe likyBaHHS
CMNpPUSIOTb MPOAOBXEHHIO XUTTS NaUieHTIB
no 60-70 pokis.

MegvkamMeHTO3Ha Tepanisi MOBUHHA NPO-
BOAMTUCE SIK A0, TaK i nicns onepadji. MeToio
NikyBaHHSt Mae 6yTU CYBOpMIA KOHTPOJIb apTe-
pianbHOro TUCKY (CUCTOMIYHUIA TUCK
00 120 MM pT. CT., AN NALIEHTIB i3 po3wwapy-
BaHHAM aopTu — 110 MM pT. cT.). Haitvacri-
we 3acTOCOBYIOTh 6nokatopu bOerta-
appeHopeuenTopis (6idonponon), aki cno-
BiIBHIOIOTb PO3BMTOK ab0 NPOrpecyBaHHs
poaLapyBaHHs aopTu. Bnokatopu peuento-
piB aHrioTeH3uHy |l € NOTeHUiiHO KOPUCHMK-
MM, OCKiIbKU BOHU NpuU3BoaATL A0 TGF-
beta-aHTaroHiamy. CydacHi kniHiuHi BUNPoOy-
BaHHS 1E@MOHCTPYIOTb BUCOKY €(PEKTUBHICTb
no3apTaHy ans NnpodinakTMkm po3BUTKY aHEB-
puaMu aopTu y naujeHtis i3 CM (Baumgart-
ner H. et al., 2010; Danyi P, Jovin |.S., 2010).

HuniicHye Tpu ocHOBHI nigxonu fo xi-
PYPri4HOro likysaHHs CepLeBO-CyANHHHUX
yck/agHeHs y nauyieHris iz CM:

1. MpoTe3ayBaHHA BUCXiOHOI aopTH
Ta aopTanbHOro KjianaHa 3 BAKOPUCTaHHSAM
KOHAYITY, WO MiCTUTbL knanaH (onepawuis
Bentall de Bono).

2. Okpeme NpoTE3yBaHHA a0PTANLHOMO
KjanaHa Ta BACXiGHOI aopTu y pasi, aKwo
CUHycH BanbCcanbBu He 3MiHeHi, ane cno-
CTepiraloTbCsl BUPAXKEHi AECTPYKTUBHI 3MiHW
y CTYNIKaxX aOpTa/ILHOrO KJianaHa.

3. BukoHaHHs knanaHabepiratoumx one-
pauiit y pasi iHTaKTHOCTi a0pTaNibHOr o kj1ana-
Ha YA NOMIPHO BUPAXKEHUX MOPHONOMYHUX
3MiH Yy HboMy (KpaBueHko |.M. Ta cnisasrT.,
2007; David T.E., 2010).

TMokaaaHHs RO XipypriyHOro siKyBaHHsI
cepLeBo-CyAUHHUX ycnanHeHs CM:

® MaKCUMaJTbHUIA AjaMeTp BUCXIZHOT a0PTH
>50 Mm;

® MaKCUMaUIbHUIA AiaMeTp BUCXiZHOT aopTH
>50 MM y XBOpUX, POAMYi IKUX Manu poa-
LIAPYBAHHA aOPTU B aHaMHE3i, a TaKOX
KONWU AiaMmeTp aopTuM nporpecye
Ha >2 MM/pik abo Npu HasBHOCTI aop-
TanLHOI YMU MITpabHOiI HEAOCTaTHOCTI,
Lo noTpebyoTb KopeKLii;

® MaKCUMaUILHUIA AiaMeTp BUCXiZHOT a0pTH
>45-50 MM | € MOXJIUBICTb BUKOHAHHS
KnanaHabepirato4ol onepadlii;

® MaKCUMaUILHWUIA AiaMeTp BUCXiZHOT a0pTH
>44 MM y nepiop, BariTHOCTI;

* MPOrpecyoya aunartadis BUCXigHOT aopTH
abo giameTp iHWUX BipAinis aopTu
>50 Mm;

® porpecyloya MiTpanbHa HegOCTaTHICTb
3 AunaTtauier niBoro LwiayHou4ka
3/6e3 itoro aucdyHkuil (Xopowkosa-
T1a0.B., 2010).
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Cunppom Mapdana:
UCTOpUYECKUit paKypc

¥ COBpeMeHHbIl B3rnag

Ha 3TUONIOTUIO, NaToreHes,

AVarHoCcTUKY, KNIMHUKY
W nevYeHune

A.A. 3epburo, 0.B. Onsxosa,
P.K. Xypaes

Pesome. B o630pe npegcrasnensbi MCTOPM=
q4eckue gaHHbie 0 cuHapoMe Mapgata ¢ Mo-
MEHTE ONMCaHUA (PPaHLY3CKUM NEqUaTpom
8 1896 r., reHeTn4ecKMe OCHOBLI, NATOMOpD-
Gonorua, kKnaccupukauna, KuHudeckas
KapTUHE NPOABNEHNA CO CTOPOHbI KOCTHO-
MBILLIEYHON, CEPpABYHO-COCYANCTON CUCTEM
v oprana apenun. lpuesnens anarHoctiye-
CKUE KDUTEDA M AndpepeHunansHas ana-
HOCTUKA CXOLHLIX 110 KIMHWHECKOH KAPTHHE
BoneaHei W CUHADOMOS. YkazaHsb! OCHOBHLIE
NOAXOLL! K MEANKAMERTO3HOMY M XUpYpruye-
CKOMY NE@YEHWIO CepAeYHO-COCYAUCThIX
OCHIOXHEHUA,

Knwueame cnosa: cuvgpom Mapdgana,
myTaums, duGpuanuH, nayxootpasHsie nasis-
Unl, 8paxHOGqakTuus, gonuxouedanis, 4o-
JHMXOCTEHOMEITAR, KU(POCKOINO3.

Marfan syndrome:

a historical perspective
and current view

on etiology, pathogenesis,

NIKAPIO-TNPAKTUKY

diagnostics, clinical
presentations and treatment

D.D. Zerbino, 0.V. Olkhova,
R.K. Zhuraev

Summary. The review presents historical data
about Marfan syndrome since the French
pediatrician described it in 1896, as well as
genetic basis, pathomorphology, classifica-
tion, clinical presentations of musculoskeletal,
cardiovascular and eye affection. The diag-
nostic criteria, differential diagnostics of dis-
eases and syndromes with similar clinical
picture, the main approaches to medical and
surgical treatment of cardiovascular complica-
tions are provided.

Key words: Marfan syndrome, mutation,
fibriltin, spider fingers, arachnodactyly, doli-
chocephaly, dolichostenomeifa, kyphosco-
liosis.
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MIPICTAMIA-YNK: micueBun
aHTUCEeNTUK — aKTyasibHO, K 3aBXau!

TpOTHUCTOAHHSA MIKDOOPraHi3Mis i MOAMHM TaKe X AaBHE, fK | caMe MOACTBO, Bnpoaosx TpMBanoro yacy nikapam
BaxKo Byno OcArHyTH, WO BigDYBaETLCA 3 XBOPUM, HOMY B OLHWX BUNSAKax pana 3aroi0EThCs WBUAKO, @ 8 iH-
LIMX — DO3BUBAETLCA HArHOIOBAHHS, fIKE HE /IMLLE MEPELLIKOIXEE OLYXaHHIO, ane i MoXe MpuasoanTy 4o o-
riplWeHHnA 3aranbHoro CTany naijenta, ablo HasiTb 0 CMEPTI.

Xax i BiguyTTs 6e3cunns BMKAukana
nicnsAnonoroBsa AMxoMaHka, wo 3abpana
XuUTTA 6aratbox Monoamx XiHok. Ha novat-
KY MUHYJI0IO CTOPI44S 3'ABUANCS MEHIUMniH
i nepLi npenapatu cynbdaHinamigHoi rpy-
nu. 3paBanock, OCb BOHA, Nepemora Haa
HEBUAUMUM ON15 NIIOACBKOrO OKa BOPOroM.
OpHak yac po3cTaBuB Kpanku Hag «i». Mpo-
6nema 60poTbOM i3 rHiliHOIO iHbEKUielo
B Xipyprii, koM6ycTionoril Ta akyluepcTBi-
riHeKONOorii 3aNUWAaeTbCa aKTyanbHOIO i
Nno CbOrOAHI.

Bepyuu oo ysaru Moxnusicte 6eano-
cepeaHbo BMAIMBATU Ha MIKPOOPraHiamm,
nikapi LWMPOKo 3aCTOCOBYIOTb MICLIEBi aHTK-
centuku. MIPICTAMIZ-YMK Bupo6GHUUTBaA
AN «Hepkacu-Papma» — 0fuWH i3 Takux ni-
Kapcbkux 3acobis. Lleit npenapar Mae Bu-
paxeHi aHTu6akTepianbHi BNAacTMBOCTI
BiAHOCHO rpamMno3MTUBHUX, FPAMHEraTuB-
HUX, aepobHMX Ta aHaepoBHMX MiKpoopra-
Hi3MIB, fIKk B MOHOKYNIbTYPI, TaK i y BUrnsagi ix
acoujauiii. BiH ary6Ho BnaueBae Ha Bipycu
repnecy Ta imyHoaediumty nioanHu. Homy
npUMTamMaHHa aHTUMIKOTUYHA Aia BiAHOCHO

apixmxoBux rpubis, nepmartodiTie, acko-
MiueTis. MIPICTAMIZ-YMK Takox edpekTrs-
HWI1 NpoTu 36yaHuKiB iHdeKUi, Wo nepe-
[al0TbCA CTaTEBMM LLJISIXOM, & CaMe roHO-
KokiB, 6nigux TpenoHem, TPUXOMOHaA,
xyamigin.

OkpiM LUIMPOKOro CMNEeKTpy Ail Ha MikPo-
opraHiamy npenapat MIPICTAMIZ-YMNK mae
i iHWi No3nTuBHI sikocTi. Mepw 3a Bce, BiH
NOCWUIIOE MICLIEBi 3axXMUCHI peakuil Ta CTUMY-
JII0E pereHepaTmBHi NPOLIECH, LU0 BaXIUBO
L1 LUBKAKOTO 3aroeHHs pad. MIPICTAMIA-
YK He BUKNUKaE BUPaKEHUX MiCLIEBUX MO-
[Pa3HIOBa/IbHUX PEeakLiil, TOMy MOro 3acro-
CyBaHHA A0Ope NepeHOCUTLCS NauieHTaMu.
Mpenapart 4OCTYNHWIAY BUT1S14j BOAHOMO PO3-
YMHy, 3aBAAKM YOMY Liel NliKapCbKuii 3aci6
CMIi/IMBO MOXHA HAHOCWTU Ha YPaXeHi CNu3o-
Bi 060JIOHKU B HeoOXiaHil, Ha AyMKy nikaps,
KiNbKOCTI. AKyLUepW-TiHeKONOrM BAAIOTLCA
00 3aCTOCYBaHHA LLOro MiCLEBOrO YHiBep-
CaUIbHOrO aHTUCENTUKA Yepea Te, L0 HEMaE
XOAHUX 38CTEPEXEHD LIOAO MOro BUKOPUC-
TaHHS y nepiog BariTHOCTi a60 roayBaHHA
rpyaobMU. |[HKOAKU CTaH paHu Y4 naujeHTa Bu-

marae 3any4eHHs [0 NikyBaHHs aHTMOakTepi-
anbHUX Ta NPOTUIPUBKOBUX 3aC0O6IB CUCTEM-
HOro NpPU3HaYeHHs. Ane HaBiTb Y LbOMY BU-
nagky MicueBy Tepaniio npenapaTom
MIPICTAMIZ-YMK aouinbHO NPOAOBXUTH,
OCKiNbKK BiH 3HUXYE PE3UCTEHTHICTL GakTe-
piit i rpnbiB 1O BKa3aHWX BULLE NiKAapCbKUX
3acobis.

MoxnuBicTb 3acToCyBaHHS npenapary
MIPICTAMIA-YIK 3 npodinakruyHoIo Ta niky-
BaJILHOIO METOIO B Pi3HUX FaTy35iX MEOULIMHU,
LUMPOKUIA CNEKTP NPOTUMIKPOBHOT, NpoTH-
rpubKoBOi Ta NPOTUBIPYCHOI Aji, BUCOKA TONe-
PaHTHICTb, A0AATKOBUIA iIMYHOCTUMYJTIOIOYMIA
i pereHepaTuBHWIA edekT, 3PYUHICTb i Npo-
CTOTa Y 3aCTOCYBaHHI — YCi i AKOCTi 403BO-
NIAIOTb AOro LUIMPOKO 3aCTOCOBYBATU HE JIULLIE
npodecioHanamu. Liei nikapcbkuii 3aci6
MOXHa BB2XAaTW He3aMiHHWUM Y KOXHI Jo-
MaLLHii anTeyuj.
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