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Cvnppom MapdaHa:
€BOJIIOLIf AiarHOCTUYHUX KpUTEpIiB

P.K. Xypaes
J1bBiBCbKWMIA HALIIOHANBHWIA MeanYHWUIA yHiBepcuTeT im. [annna lanvupkoro

Y crarTi HaBegeHo iCTOpuYHI eTant BRPOBAIPKEHHS Y KITIHIYHY MPaKTHUKY AiarHOCTUYHAX KpUTepiis cuHapomy Mapgana
({CM). detansHo onucaro kpurepii HoaonoriyHoi giarHoctukn CM Ha ocHosi nponoanuivi Berlin nosology ( 1986), Ghent
nosology ( 1996), revised Ghent nosology (2010). lNiakpecneHa BaxXINBICTe KOHKPETHOIO KAIHIYHOIO CUMITTOMY
y BCTAHOBAEHHI giarHo3y. Ocobnueo Baxummeumu | cneungidHiuMm ( BENMKUMK KDUTEPIAMKM) € eKTasia a0pTv Ha piBHI
cuHyciB Banscanssin abo poatuapysaHHs i CTIHKK, eKTOMIA Kpulirannka. HasegeHa tabnuLa CUCTEMHOI OLIHKN CUMITTOMIB
i Tectia xBoporo Ha CM. MakcumansHa cyma 3a cuctemHon ouinkolo — 20 Ganis. Cyma 6anie 27 € gQiarHOCTUHHUM
KDHTEDIEM 415 BCTAHOBAEHHR giarHo3y CM. [ogaHo Ho3om0riHHi hopmMu, 3 KM HeOOXIOHO MPOBOLNTI AndepeHLansHY
Aiarnoctuky (cuHgpom WnpintyueqHa — Hongbepra, cunapom Jiyeua — Haeua, IV tun cuHgpomy Enepca — faHno).
O6rpyHTOBaHO 38CTOCYBaHHS Cy4acHux kputepiis revised Ghent nosology (2010) y aiarHocTtiui CM, 30kpema BaxivsicTs
BUAB/IEHHS EKTA3il A0pTH, PO3PWBIB Ta PO3LWAaPYBaHHS Il CTIHKW.

Kniouosi cnosa: CHHAPOM Mapdara, piarHocTnyri kpuTepil, ibpunin, ekTasin aopmi, ekTonis KpuwTanuka, AndepeHuiansHa
AlarHocTvka, reHeTvka.

BGTVI'I Tabnuus 1 MiarnocTuyni xputepit CM Berlin nosology (1986)

Cunppom Mapdana (CM) — reHeTnyHe
3aXBOPIOBAHHS, YCNAAKOBAHE 33 aBTOCOMHO-
JOMIHAHTHUM TUMNOM, i3 XapakTepHUM ypa-
XEHHSIM CepLeBO-CYAUHHOI CUCTEMU, CKe-
neta Ta oyeid. B ocHoBi CM € pnedexT reHa
¢ibpuniny-1 (fibrillin-1 — FBN1), skuid koaye
6inok No3akNiTMHHOrO MaTPUKCY, WO BXO-
AWTb A0 CKNaay enacTUYHUX BONIOKOH (3ep-
6ino [.1. Ta cniaBsT., 2010; Keramati A.R.
et al., 2010; Wang Y. et al., 2010). Big mo-
MeHTy onucy A.B. Marfan (1896) nepworo
KNiHIYHOro BMNaaKy n’'sTUPIYHOT AiBYUHKM
i3 ciMeilHOI0 apaxHOAAKTUIEID A0 CbOrOaHI
DOCArHYTO 3HAYHOr O NPOrpecy B PO3yMiHHI
CM i yCcBinOMNEHHI NOB'A3aHMX i3 HUM pU-
3UKiB.

JiarHo3 CM HepinKo BaXKO BCTAHOBUTH,
LLLO 3yMOBJIEHO HAsIBHICTIO YPaXXeHb Y Pi3HUX
opraHax i cuctemMax opraHiamy Ta norpebye
KOHCy”bTAaLi NikapiB pPi3HUX CreLianbHOCTEN.
BcTaHoBneHHs piarHo3y CM 6asyetbes
Ha koM6iHauji TEBHMX CUMNTOMIB Y KOHKpET-
HOro XBOpPOro. ToMy rpynu gOCAIOHUKIB NO-
CTiiHO NpauoBanu Hag, po3po6KoIo yHidiko-
BaHWUX JiarHOCTUYHUX KPUTEPIiB, ski pann 6
MOXJIMBICTb liKapio BCTAHOBUTU KAiHIYHWIA
njarHo3 i nposecTn audepeHuianLHy aja-
rHocTuky (Le Parc J-M., 2005). V.A. McKusick
(1956) poapobus kiacudgikauiio 3axsopto-
BaHb CMOJYYHO!I TKAHWHM | HABIB OMKC KJTiHIY-
HuUx o3Hak CM y MoHorpadgii «Cnapkosi 3a-
XBOPIOBAHHS CMOJTYHHOI TKAHUHW».

DiarHocTM4HI KpuTepii CM

Berlin nosology (1986)

BriepLue KOHKpeTHI AjarHOCTUYHI KpuTepii
CM saTtBepmxeHo Ha VIl MibxHapoaHOMY KOH-
rpeci 3 reHETUYHUX 3aXBOPIOBaHb JIOAUHU
B BepniHi (Berlin nosology, 1986), poapobne-
Hi poboyoto rpynoto ekcnepris {P. Beighton,
A. de Paepe, D. Danks, G. Finidori, T. Gedde-
Danhl, R. Goodman, J.G. Hall, D.W. Hollister,
W. Horton, V.A. McKusick) (rafin, 1).

Bennki Mani

Matonoris onopHO-pyxoBOi CHCTEMM

Niikonogi6xa yu kunenogibHa aeopmallis rpyaHOT KITITKK
JonixocTeHoMenis (He BHACNIAOK ckonio3y)
MnockocTonicTb

ApaxHofiakTunia

Anomanii xpe6ra:

- cKkonio3

- IPYAHWA 10PL03 260 3MEHLLEHHS rPYAHOTO Kipo3y

- IpyBHuii abo nonepekoeyil kido3

- CMIOHAKNONiCcTE3

0co6n1MBo BUCOKMA 3pICT NOPIBHAHO 3i 3A0POBMMY POAMYAMH
ApkonopibHe nigHebinHs

HapocrtanHs 3y6iB 0uH Ha iHLM#

TpoTpy3isi BEPTNIOXHKX BNAAMH

HecrabinsHicts cyrno6ie

BpoxaeHi aruHanbHi KOHTPaKTypu

TinepMo6inbHicTh

Mavonoris oprana aopy

ExTonia Mnocka poriska
KpHLLTANKKA 36inblueHHA LOBXMHH 04HOrO Abnyka

BipwapysaHHs ciTkiBka

Mionis

TMaronaris cepuyeso-cyAMHHOT CHCTEMH

AHespuama HepnocTaTHiCTh a0pTaNbHONO Knanawa
BUCXigHOro BiaAiny HepocTaTHicTs MITPaNbHOrO KNanaxa y 38’3y 3 BUNafaHHAM MIKCOMATO3HOT CTYNKH
aopm™ lMponanc MikCOMATO3HOrO MITPANILHOIO Kanaxa
Po3wapysaHHs 3BanHiHHA MITPaILHOIO KianaHa
aopT™ AHeBpM3Ma YepeBHOrO Bifliny a0pTH

Apwmis

Enpoxapaut

Mponanc MiTpansHoro knanana 6es aHoManii TkaHMH Kianaxa

TMavonoris AMXansHol CHCTEMM

CnoHTaHHwii THEBMOTOPaKC

AnikanbHi Gynu

PecTpMKTUBHMA CUHADPOM, CIPUYMHEHHA MANbhOPMALIEID MPYAHOI KINITKK
Emdisema

Maronoris WKIPK Ta M’ AKHX TKAHHH

PoITsKKM HEBIROMOT eTionorii (BariTHICTb, BTPATa MACcK Tina, IHTEHCMBHI BNPARM)
MepiouyHi naxosi abo nicnaonepauiitHi rpuxi

Tpuxi inwoi noxanizauit (nynkosa 4w Binol rikii xuBoTa)

Martonoris ueHTpansHol HepsoaCl CHCTEMM

ExTazis Tepoi MO3K0BOI 0BONOHKN

Po3wmpenHs CnMHHO-MO3K0BOTO kaHany i spina bifida
lonepekoro-KpuxoBe MeHiHroLene

SHUXEHHS CXWILHOCTi 10 HABYAHHA

TinepakTuBHicTs
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Yci cMMNTOMM 32 YpaXXEHUMWU CUCTEMaMKN
3ibpaHi y «Benuki» (OCHOBHI KNiHIYHI 03HAKW,
AKi Mal0Tb BAUCOKY crneumdivyHiCTb, oCcKinbku
piAKO Bif3Ha4aloTbCA Mpw iHLWIA naronorii
Ta B 3arasbHiil nonynsiuji) Ta «mani» (nogatko-
Bi KJiHiYHi 03HaKm) kpuTepii. Biabip y «Benuki»
Ta «Mani» KpUTepii NpoBOoAMAW BiANOBIAHO
00 3HAaYUMMOCTI M NOLLUMPEHOCTiI KOHKPETHOro
KAiHIYHOro CUMNTOMY Yy giarHocTuui CM.
3a kputepisamu Berlin nosology ajarHo3 CM
BCTaHOBMIOBa/N: 1) 32 BiACYTHOCTI NPAMUX
poawuis, siki xBopinu Ha CM, poctatHbo 6yno
YPaXeHHS CKenieTa i NaTonorii ABOX iHLWKUX
CUCTEM (32 HasiBHOCTI, NpUHaiMHi oaHoro
BEJIMKOTO KPUTEPIlD); 2) KL NPSMUWIA poauH
xBopie Ha CM, ansa giarHody CM poctaTtHbo
YPaXeHHsi ABOX cucTeM. HasBHiCTb BENMKOro
KpuTepilo € 6axaHol0, ane Lieii MOMEHT MoXe
6yT1 3MiHEHUIA 3aU1€XHO Big MOPdONOriYHOro
Tuny cim’i (Beighton P. et al., 1988).

TaknM 4YMHOM, y KpuTepisx Berlin nosolo-
gy BCTaHOBNEHHS AiarHo3dy CM nosHicTio
6a3yBanocs Ha KniHiHHUX KpUTEPINX. |neHTu-

dikauisa FBNTy 1991 p. i po3yMiHHS iHLIMX
dakTopie po3sutky CM 3Ha4YHO LOMOBHMAO
kpuTepil Berlin nosology. MepLu 3a Bce, aHa-
i3 3B’A13KiB BCTAHOBUB, LLIO JIoKani3alia reHa
y xpoMocomi 15q21.1 Bu3Havae craTyc xBo-
poro Ha CMy Benukux poguHax. loeHtudika-
uist MyTaujireHa B 15q21.1, sikuid kogye Mikpo-
¢i6punapuuii npotein FBN1 i 3a6eaneuye
MeTab01i3M KONnareHOBUX BOJIOKOH CMONY4HOT
TKAHWHW, CYTTEBO AOMOBHWA AiarHOCTUYHI
KpuTepii. Lie BigkpUTTa Hapano aHauHi rapaH-
Tii TOro, WO MyTauia reHa FBN1 e npuuuHoto
CM. 3 po3B1TKOM MonekynapHoi 6ionorii
Ta MONINWeHHsaM KRiHiYHMX 3HaHb Nnpo CM
noYasTn 3’ IBIAITUCS HEAOJIKU B LIMX KPUTEPISX.
BcraHoBneHo, wo Mytauia FBNT He € xapak-
TepHoto nuwe s CM, a npuasoauTb Ao kii-
HiYHWX NposBiB MapdaHoigHoro rabityca, Wwo
pobuTb AiarHO3 HeAOCTOBIPHUM, a KpUTEPIl
1986 p. HepockoHanumu. Kputepii Berlin
nosology A03BONANY NOMWIKOBO AjarHOCTY-
BaTk CM B 0ci6 3 N03UTUBHOIO CiMeiiHoIo ic-
TOpi€elo, siKi Manu O03HaKU HecneuudiyHoro

Tabnwus 2

HiarnocTwyni kpuTepil CM Ghent nosology (1996)

Bennxi

Mani

Kunenopi6Ha aedopmavia rpyaHot Knitku
Nilixonopi6Ha nedopmMallis rpyAHOT KNiTKH,

fika noTpebye XipypriYHoro NikyBaHHs
BigHOWeHHA OBXHHH BEPXHLOrO CErMeHTa Tina
110 HAXHBOrO <0,86 a6o poamax pyk/3pict <1,05
No3UTHBHI TECTH 3aN’ACTS | BEMKOrO Nanbli
Ckonio3 >20° ao cnoHaunonictes

3MeHLLEHHS PO3TMHAHHA NiKTboBMX Cyrnobis (kyT <170°)
MepjanbHe 3MillieHHs BHYTPILLUHIX WHKONOTOK

32 paxyHOK NOB3A0BXHbOT NNIOCKOCTONOCTi
MNpoTpY3ia BEPTAIOXHUX BNATUH

a6o1 Benukui i 2 mani kputepil

ExTonis kpuwannka

Exrasis BUCXiHOTO BifAiny a0pTH Ha piBHi CHHYCIB
Banbcanbsu (+ HeAOCTATHICTL 20PTANLHOO KNANaHa)
Po3wapyBanHa BUCXIAHOrO BigAiny aopTy

lonepexoBo-kpHX0Ba exTa3is TREPAOT MO3KOBOT
060onoHKw (32 AaHkMK koMn'loTepHoi Tomorpadit (KT)
a0 MarHiTHo-pe3oHaHCHOi ToMorpadii (MPT})

Barbku, aitv ao cubou (6patu, CecTpu), y Akux €
BHLUE3a3HAYEHi KpHTEpii

Hesanexwa myrauis FBN1, Bu3HaveHa six npuiuHa CM
HasiBHicTs rannotuny, noai6Horo ao Myrauii FBN1,
AKWi YCNAAKOBYETLCA HALUAAKAMK | ONHO3HAYHO
acovjfioBannil 3 aiarnosom CM y cim'sx

Maronoris 0NOPHO-PYXOBOT CHCTEMH

3MiHM CKeneTa BiNoBIAAIOTL BENMKOMY KpUTEPIlD, AKIIQ BUSBNSIOTb HE MEHILE 4 i3 BULICHABEIeHHX B BENMKNX
03HaK. OnOPHO-PYXOBHIA anNapar ypaxeHMH, SKIIO BUABAAIOT HE MEHLIE 2 BENMKKX (BCi B BENMKMX O3HAK)

Natonoria opraxa sopy

OpraH 30py ypaxeHuif 32 HasBHOCT 1 BENMKOro a60 2 Manux kpuTepiis
TMatonoris cepueBo-CyAHHHOT CHCTEMH

CepLieBo-CyaMHHA CHCTEMA ypaxeHa 3a HasBHOCTI 1 Benukoro abo 1 Manoro kpuTepilo
Maronorig guxanbHOT CHCTEMH

IluxanbHa CMCTEMA YpaxeHa 3a HasBHOCTI 1 Manoro Kputepio

Naronoris WKipH T2 M’AKHX TKAHHH

Llikipa (M’siKi TKGHMHK) ypaxeHi 3a HAABHOCTI 1 MaIOro KPUTEpIlo
Maronoria TBepaoT M0O3x0BOT 060N0HKM

CimelHicTb/cnagxoBicTL

CimeliHicTs/cnaaxosicTs HassHi, AKLWO € 1 Manuit KpHTEDIH

TNifionopi6Ha nedopMaLyis rpyaHOT KNITKM
TinepMoGinbhicTs cyrnobie

Bucoke apkonogi6He nigebikg 3i ckynuenictio 3y6ie
OcobnveocTi IHLLOBOTO Yepena (aonixouedanis,
rinonnasis BUAMYHOI KICTKM, EHOGTANbLM, PETPOrHATIf,
KOCO ONyLUeHi CKNaaKy NoBik)

Mnocka porieka (3a AaHUMK KepaToMeTpii)
36inblueHHs OBXHHM O4HOrO A6MyKa (Mionis)
Tinonnaais paitgyxHot 060noHKY a6o rinonnasis
LMAIapHOrO M'3a (YTPYZAHEHHS Mi03y)

lponanc MiTpanbHoro knanaua (+ MiTpansHa
perypritavis)

Extasis nerexesoi apTepii y oci6 sikom <40 pokie
Kanbuudikawis MiTpanbHoro Kinbus y oci6 Bikom
<40 pokis

Extasis a60 po3wapyBaHHs HU3XigHOT rpyaHoi abo
yepeBHol aopTH oci6 ikom <50 pokis

COHTaHHHi NHEBMOTOPAKC
Anikanbhi Gynu

ATpodiuHi CTPMi, He NOB'A3aHi 3 KOPEKL(iglo MacH Tina,
BariTHiCTIO, CTPecoM
PeuwnavsHa yn onepoBana rpuxa
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YPaXEeHHA CNOAYy4YHOI TKAHUHU (HENOBHOI
dopmun CM) i He Manw MyTaLlji, HAsBHOI B HalA-
TUMOBILUIMX YpaxeHux YneHis cim’'i 3 CM
(Dietz H.C. et al., 1991; ®uwenko B.4., du-
weHko 9.B., 2005; Motro M. et al., 2008).

DiarHocTMyHi kpuTepil CM

Ghent nosology (1996)

Y 1996 p. B micTi AaBoc (LBeiiuapis)
Ha IV MixHapoaHoMy cMMo3iyMi pocnigHukis
CM piarHoctuyni kputepii CM 6yno neperns-
HyTO. HoBI KpuTepii giarHocTMKM po3pobneHo
y MicTi ['eHT (Benbria) 3a nigTPUMKKU Hauio-
HanbHOI dyHaauii CM (CLLIA) rpynoto gocnip-
HMKIB pi3HUX cneujanbHocTen (A. De Paepe —
MeaudHuiA reHeTuk, R.B. Devereux — kappgio-
nor, H.C. Deitz — kapgpionor, Mean4Hui
reHeTuk, R.C. Hennekam — negiatp, meaunu-
HWIA reHeTuk, R.E. Pyeritz — MeauyHwuii reHe-
TUK) i HasBaHi Ghent nosology. Lli kpuTepil 6ynu
«YYTNUBILLMMU>», HDX KpuTEpii Berlin nosology,
3MeHLUyBanu rinepgiarHocTuky CM Ta naanm
Kpawji pekoMeHgauii gns avdepeHuianbHOT
niarHocTtuku CM 3 Takumu nogibHumm 3axso-
ptoBaHHaMK, Ak MASS-cuHgpom (Mmionis,
nponanc MiTpansHOo KJianaHa, HenporpecuB-
Ha eKkTasis 20pTU Ha PiBHi CUHYCiB Banbcanbsm,
yPpaXeHHs ckeneTa, CTPMI Ha LUKIpi) Ta cuHA-
POM nponancy MiTpabHOro KianaHa. Yacto
cepueBO-CYAMHHI xipypru acouijioioTs CM,
nepLu 3a BCe, 3 pU3MKOM PO3PUBY 2HEBPU3MU
aoptu abo poswapysaHHa ii cTiHku. Lie Bege
[0 NOMUKOBOI ajarHocTuki CM y nauieHTis
6e3 BaroM1x A0Ka3iB TaKoro puanxy. Kpurepil
Ghent nosology 2al0Tb MOXJIMBICTb YHUKHYTH
nceegopiarHo3y CM, sikwwo KniHiuHi a6o Mone-
KYNSIpHi CNOCTEepexXeHHs O3BONSIOTh BUSIBU-
TWU CXOXi {42CTO TAXYi) 3aXBOPIOBAHHSA, LLO
notpebyloTs cnewjaniaoBaHoro o6cTeXeHHs
i nikyBaHHsa {De Paepe A. et al., 1996; 3epbi-
Ho [.4. TacniBasT., 2010). F[onoBHe — y KpK-
Tepii Ghent nosology 6ynun Bk/Ilo4eHi He Tpu
BeJnKi KpuTepii, sk B Berlin nosology,
an'atHapuaTtb (tabn. 2).

Ins BcTaHoBneHHs giarHody CM 3a Ghent
nosology y pasi BigCyTHOCTi CiMeiiHOro aHaMm-
He3y NoTPIGHO SuLLe N0 OQHOMY BE/TUKOMY
KPUTEPIlO B BOX CUCTEMAX | YPaKEHHs Tpe-
TbOI CUCTEMM. FIKLLO BUSIBNIEHA MyTauist FBNT
Ak npuumHa CM, To KniHiHHO AOCTaTHLO OAHO-
ro BEIMKOro KpUTEPIlo B OAHil cucTemii ypa-
XeHHs1 apyroi. Ana ocib, aki 3HaxoaaTbes
B POOMHHUX 3B'A3KAX i3 NALIEHTOM, B IKOIrO
npiarHocToBaHo CM, BOCTaTHIM € HasABHICTbL
BEJIMKOro KpUTEPIlo B CIMEHOMY aHaMHe3i,
a TaKkoX OHOr0 BE/IMKOro KPUTEPIto B OAHIN
CUCTEMI Ta YpaKeHHS iHLOI. YpaxkeHHA TBep-
[oi MO3KOoBOI 060JIOHKM CMIMHHOTO MO3KY
i reHeTH4Hi NPOsIBU € LOAATKOBMMM AliarHOC-
TUYHUMU KPUTEPISIMU.

OCHOBHI BigMIHHOCTi AjarHOCTUMHUX KPU-
Tepiis Ghent nosology Big Berlin nosology:
1) ypaxeHHs1 ONOPHO-PYXOBOro anaparty €
BEJIMKUM KpUTEPIEM 3a HaABHOCTI MpUHaAMHI
4 i3 8 TunoBux nposBiB 3 60Ky ckeneta;
2) XOPCTKiLLi BAMOIM LLOAO AiarHOCTUKA Y PO-
OVNIB i3 BU3HAYEHOIO CMAAKOBOIO CXWILHICTIO
YPaxXeHHs: 1 BeNIUKUA KPUTEPIN Y CIMENHIA
icTopil; 1 BenMKuA KpMTEpI y cucTemaxopra-
Hi3MYy; ypaXXeHHs Apyrol CUCTEMMU 32 HasIBHOC-
Ti TAaKMX BE/IMKUX KpUTEpilB — eKTasis/po3-
LLIapyBaHHS BUCXIQHOIO Biaainy aopTu; ekTonis
KpULLITANMKA; eKTasis TBepAol MO3KoBOi 060-




JIOHKWA CMIUHHOIO MO3KY; YPaXEHHS1 OMOPHO-
DPYXOBOro anapary; 3) BaroMe 3Ha4eHHs B Aia-
FHOCTUL| MONEKYNISIPHOrO aHai3y (HasiBHICTb
MyTauji reHa FBN'7 a6o xBopo6u 3 ranioTunom
FBN1, cnagkoBOro reHeay, acouiiioaHi 3 CM
y cim’) (De Paepe A. et al., 1996; TpuceeTo-
Ba E.J1., 2006).

KpuTtepii Ghent nosology 3HaiAwnmu 3a-
CTOCYBaHHS1 y NMpakTuui, gonoMararoym gia-
rHocTyBath CM HanexHuM YMHOM i oBenn
CBOIO AiarHOCTUYHY LHHICTb. CydacHi Mone-
KynsipHi MeTOAU BUsiBUNW MyTauil FBN7 y 97%
naujeHTis i3 CM, aiarHo3 sikum OyB BCTaHOB-
NeHuiA 3a kputepiamu Ghent nosology, WO
CBiAYMTb NPO X BUCOKY cneumrdidHicTs (Lo-
eys B. et al., 2004).

Pa3om i3 TuM kputepii Ghent nosology
6ynu nipoaHi KpUTKLI 3a HEAOCTaTHE Bpaxy-
BaHH$1 3aNEXHOCTi KpMTEPIIB Bif BiKy nauieHTa,
XapakTepy AesIKUX KNiHIYHUX CUMMTOMIB,
BKJTIOYEHHS AOCUTb HECTIELM(iHHUX aHTPOMo-
METPUYHUX MOKA3HUKIB. Y 3B’A3KY 3 0c06M-
BOCTSIMM nepebiry 3axBoproBaHHA AesKi 3 Aja-
FHOCTUYHMX KPUTEPIIB HE Oynu nepeBipeHi
[0CTaTHLOIO MipOIo. X HEe MOXHa 3aCTOCOBY-
BaTUy pjTein (abo HeoOxiaHi nOAATKOBI crieLja-
ni3oBaHi gocnipkeHHs). OKpiM TOro, AKLLO
piarHo3 CM 6yB BCTaHOBNEHMIA HEBYACHO abo
HEMPaBUNLHO — LI NEPELLKOMKAIO HOpMaib-
HOMY XWTTIO nauieHTa, Bes0 A0 NOripweHHs
AKOCTi AOro XmTTd | 6YN0 MPUYUHOIO NCUXOCO-
uianbHUX HaBaHTaxkeHsb (Faivre L. et al., 2009).

Xoua posnoain kpurepiis Ghent nosology
Ha «BENUKi» Ta «<Mani» 6a3yBaBcA 3a IX UjHHIiC-
TIO Y BCTAHOBNEHHI AiarHo3y CM, geski 3 umx
KpUTEPIiB He GyNn BaXIMBUMM Npu andepeH-
uianbHiiA aiarHoctuuj. OcobnMBo inloCTPaTHB-
HO Lie NoKa3ye AiarHocTuKa CiMeiHoT ekTonii
Kpuwtanuka. La giarHocTU4Ha kateropis
6y”na LUIMPOKO 3aCTOCOBaHa AJ11 OKPEMMX OCIO
Ta CiMeW, AKi Manun eKkTonilo KpulITanuka
A ypaxeHHsi ckeneta sk npu CM, ane He manu
aHeBPU3MM a0PTK Y1 PO3LLAPYBaHHS il CTIHKMU.
MyTauji FBN 1 yxBOpWX i3 CiMeHOIO eKTonicio
KpULLTaNnKa BaXKO Bigpi3HUTK Bif, THUX, AKi
cnpuinHioioTs CM Ha OCHOBI xapakTepy a6o
MiCLiA po3TallyBaHHS! B MeXax reHa. ABTOpyU
kpuTtepiie Ghent nosology 6e3 cymHiBy cnpo-
6yBaniv BpaxyBaTu Toi aKT, o aeski ocobu
3 eKTonielo KpULLTanuka, npossammu 3 60Ky
ckenetai HaBiTb MyTaujeio FBN 7 MaloTb HUX-
YU PUSUK YPaXEHHA cepueBO-CYAUHHOT
cucteMu (TO6TO ypaxkeHHs aopTH), Hix
npu knacu4yHomy CM. Kputepil Ghent
nosology Manu HeaoCTaTHLO iHGOpMaLii
Npo 3aeXHiCTb PU3UKY CEpPLIEBO-CYAMHHUX
ycKnagHeHb Bif ekTasii TBepaoi MO3KOBOI
060NOHKN CMIUHHOTO MO3KY YU «BENUKWUX» NO-
PIBHAHO 3 «ManuMK» NposiBiB 3 60Ky ckeneTa.
3 iHworo 6oky, kpUTepii He JaBaIM MOXJIN-
BOCTi BcTaHOBWUTH giarHo3 CM y oci6 i3 Tuno-
BOIO EKTOMIEI0 KPULLITANIMKA | eKTa3ielo aopTn
Ha piBHi cuHyciB BanbcanbBu, KOJU B HUX
BigCyTHi «Mani» nposiBu 3 60Ky ckeneta 4un
cTpii Ha wkipi (Loeys B.L. et al., 2010; Jon-
deau G. et al., 2011).

MepernanyTi giarHocTUYHI
kputepil CM (revised Ghent
nosology, 2010)

ng BUpILLEHHA AEAKUX i3 UUX NMUTaHb
y 2010 p. MixHapogHa rpyna ekcnepris 3 gja-
rHOCTUKM Ta NikyBaHHa cuHapoMy Mapdana

(B.L. Loeys, H.C. Dietz, A.C. Braverman,
B.L. Callewaert, J. De Backer, R.B. Devereux,
Y. Hilhorst-Hofstee, G. Jondeau, L. Faivre,
D.M. Milewicz, R.E. Pyeritz, P.D. Sponseller,
P.Wordsworth, A.M. De Paepe) 6yna cknvkaHa
y bptocceni (benbris) 3a cnpusiHHA HauioHab-
HOi ¢yHAaUil cuHapoMmy Mapdgana (CLLA)
Ons nepernsy piarHocTu4HvX kpurepiis Ghent
nosology CM (rabn. 3). pyna po3rnsHyna
MUTaHHA AOCTYTHOCTI, BAXJIMBOCTI i1 BAPTOCTI
AiarHOCTUYHUX TECTIB /11 OKPEMUX NPOSIBIB
CM: exTa3ii TBEpAOi MO3KOBOT 060NOHKM CMNWH-
HOMO MO3KY; HEO6XiAHOCTI KPALLIOro pO3yMiHHS!
AiarHOCTUYHUX KpUTEPIiB CiMenHOi ekTonii
KkpuwTtanuka; MASS-cuHapoMmy; nponancy
MITpaNbHOro KnanaHa. pyna ekcnepris Mana
Ha MeTi BUSHA4UTU 03HAKK, AKi A20YTb MOX/IU-
BiCTb 3MEHLUMTYU rinepaiarHocTuky CM i BcTa-
HOBJIIOBATU a/IbTEPHATUBHI AlarHO3u; [OMNOB-
HWTK pjarHOCTUYHI KpUTepil AN pisHUX rpyn
nauieHTiB, BKNIOYaloun giteid iz CM, ans skux
LLie He po3po6/IeHO AiarHOCTUHHMX KPUTEPIIB.
BuBYEHHS TPETLOrO BapiaHTa AjarHoCTUY-
HVX KpUTEDIIB MOKA3anOo, WO HAsiBHICTb exTasii
aopTu Ha piBHI CMHYCIB Banscanbeu (Z-score —
22) ab0 po3lwapyBaHHs a0pTU Ta ekTonii
KpULITAIMKA A03BOJIIE OAHO3HAYHO BCTAHO-
BUTK ajarHo3 CM (ame. ta6n. 3, nyHkT 1). He-
3a1eXHO Bif, HAABHOCTI YU BiACYTHOCTI CUC-
TEMHUX NPOSBIB, 32 BUHATKOM BUNALKIB, KOU
€03HakM, fiKi BKasyloTb Ha SGS, LDS a6o VEDS.
Ana po3paxyHky Z-SCore BUKOPUCTOBY-
0Tb popmyny KopHenna:
¢ yoci6 BikoM <20 pokiB: Z = niameTp aop-
T Ha piBHi cUHYCiB Banbcanseu (cM) —
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NPOrHO30BaHUA AiaMeTp aopTu
(cm)/0,18;

e y ocib Bikom 20-40 pokiB: Z = giaMeTp
aopTHU Ha piBHI CUHYCIB BanbcanbBu
(CM) — NPOrHO30BaHUIA AiaMeTp aopTU
(cm)/0,24;

¢ yoci6 BikoM >40 pokiB: Z = niameTp aop-
TW Ha piBHI cuHyCiB Banbcanbeu (cM) —
NPOrHO30BaHUN AiaMeTp aopTu
{cm)/0,37.

MporHo3oBaHwuii AiamMeTp aOpTU BUPaxo-
BYIOTb 32 OpPMYJIOIO:

* ans oci6 Bikom <20 pokis: AR = 1,02 +
0,98 - BSA;

e nns oci6 Bikom 20-40 pokie: AR = 0,97 +
1,12 BSA;

e nns oci6 Bikom >40 pokis: AR = 1,92 +
0,74 - BSA, ne AR — nporHo3oBaHuit
po3mip aopTtu (cM), BSA — nnowa
noBepxHi Tina (M?).

[na po3paxyHKy naoLwl NOBEPxXHi Tina
BUKOPUCTOBYIOTL popmyny Oyboiica:
BSA=0,007184 - H"0,725 - W*0,425,
ne H— apict (cMm), W — maca Tina (kr).
BuMipioBaHHs ajameTpaaopTi HeOOXinHO
pobuTK NapanesnbHO NIOWMHI a0pTaNbHOrO
KJianaHa i nepneHAnKYspHO OCi TOKY KPOBi.
AkWwo TpaHcTOpakanbHa exokapaiorpadis
(exoKI') He no3BONAE TOYHO BilyaniayeaTtu
aopTy, peKOMEeHAOBaHa Yepea3cTpaBoxiaHa
exoKr, KT abo MPT. IMpu KT a6o MPT cnig
BMKOPUCTOBYBATKM MOABIAHI NOXWNi 3HIMKK
A9 OTPUMaHHS KOPEKTHUX PO3MIpIB aopTy.
Oco6nuBy yBary Heo6xiaHO NpuainsaTu
niopsiM Bikom <20 pokiB. Y criopagniHuUx BuU-

Tabnuus 3

Nepernauyrti plarHocTHyni xputepil CM i noaiGunx cTanis

(revised Ghent nosology, 2010)

eKTOMIA KpHLUTANKKa
2. Extasin aopv + myrauis FBN1
3. ExTasia aopT + cucTeMHa ouiHka (7 Ganis)*

3a BigCYTHOCTI POAMKHKHOI iCTOPIT
1. Exrasia aopm (aiameTp a0pTM Ha piBHi cuHyciB Banncanbsm (Z-score 22) abo poswapysaHHs aopT) +

4. ExTonis kpuwuTandka + Myrauia FBN1 B 0ci 3 aHeBpU3MOI0 20PTH

6. CuctemHa ouinka (7 6anis) + pouHna ictopin CM*

3a Hansxocti poaunmol icropil
5. ExTonis kpuwwTanuka + poguHHa icTopis CM (ofHomy 3 unenis popuhn (6atbku, aim abo cuben)

BCTaHOBNEHO AiarHo3 CM 3a 1-4 BALE333HAYEHAMM KPUTEDIMM)

7. Exrasia aopT (Z-score 32 y ocif sikom >20 pokis i 23 y ocib sikom <20 pokis) + popunxa icTopis CM*
*Heo6xigHO BHKIIOYHTH 03HAKW (NYHKTH 3, 6, 7), AKi BKa3yl0Tb HA CHHAPOM LUnpikTuexa — Fong6epra (Shprintzen — Gold-
berg syndrome — SGS), cuipom Jyeua — flacua (Loeys — Dietz syndrome — LDS) a6o IV tvn cunapomy Enepca — la-
no (Ehlers — Danlos syndrome vascular type — vEDS) i npoBecTw BignoigHe anbTepHaTHBHE FEHETHYHE TECTYBaHHA
(TGFBR1/2, cuposatkoewii konareH, COL3A1 Ta iHLLi oOrpyHTOBAHI reHeTUYHi TECTYBaHHS 33 HAsBHOCTI NOKA3aHb).

Tabnuus 4 CucTeMHa ouinka cumnToMis i Tectis xsoporo Ha CM Ta nogiGunx cTanis
(Loeys B.L. et al., 2010)*
Osnaxa Banu
TecT BeNMKOro nanbus i TeCT 3am’AcTxa 3
TecT BENMKOr0 NaNbLA i TECT 3aN’ACTka 1
Kunenogi6na aedopmavist rpyaHoi Kiitku 2
Jlilixonoai6Ha AedopMaLlis 4M aCUMETPIA rPYAHOT KITITKH 1
BanurycHa pedopmMalis cton 2
MnockocTonicTb 1
MHeBmoTOpakc 2
2
2
1
1
1
1

Exrasist TBEpAOT MO3K0BOT 060NOHKM

MpoTpysisi BEPTNIOXHUX BNAAHH

BifHOLWEHHS JOBXHHA BEPXHLOrO CErMEHTA Tina A0 HUXHLOro <0,86 a6o poamax pyk/3picT <1,05
Cxonio3 abo kipo3

3MeHLIEHHs poarMHaHHA NikTLOBKX cyrnobis (<170°)

3 i3 5 nMuesnx 03Hax (gonixoLiedanis, ONyLWEHHA O4HKX LWINMH KOCO BHM3, EHOGTANLM, PeTPOrHaris

Ta rinonAasisi BUAWYHOI KiCTKK)

Crpui Ha wkipi 1
Mionis 1
Mponanc MiTpanbHoro knanaxa 1
*MaxcuManbha cyma 3a CHCTEMHOIO oLikolo — 20 Ganie. Cyma Ganis »7 € AiarHOCTHYHUM KpHTEDIEM NSt
BCTAHOBNEHHS AiarHosy CM.
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nagkax ui ocobu He nignapalTb Nig XO4eH
i3 YOTUPLOX 3aNPONOHOBAHUX CUEHapIiB aia-
rHOCTUKU. AKWO 6aniB CUCTEMHOI OUiHKK
HepocTaTHbO (<7) Ta/abo Z-score <3 (6e3
MyTauii FBN 1), BXWBaIOTb TEPMIiH «Hecneuu-
¢iyHa gucnnasis cnoay4yHO! TKAHUHU» —
[o Toroyacy, noku exoKI He nokaxe Z-score
23. dxwo myTauis FBNT Bu3HayeHa y cno-
paguyHux abo pogMHHUX BUNapKax, ane aia-
MeTp aopTu Z-score = 3, NPONOHYIOTb TEPMIH
«Moxnueuii CM» Ha nepiog, konu Z-score
6yne >3. CM y HOBOHApOXEHUX HE PO3rnsi-
DalTb SIK OKPeMy KaTeropiio, ane A0OCUTb
4acTo BiH Ma€e Cepito3Hy 3arpoay i BUCOKMIA
PU3UK CMepTI.

fk pesyneTart, 3rigHo 3 revised Ghent
nosology (2010) CM, Biabynocs 5 0ocCHOBHUX
3MiH.

1. Hait6inbLue 3HaueHHs y aiarHocTuui CM
HaAaHo ekTasii a0pTK Ha piBHI CMHYCIB Banb-
canbeuv ab0 po3LIAapPYBAHHIO Ti CTIHKA TA €KTO-
nii kpUwTanuka. 3a BiACYTHOCTI O3HaK, LLO
BKadyloTb Ha CM, koMbiHaLjs ekTonii kpyLTa-
Nuka i exTasii aOpTh Ha piBHi CuHYCIB Banb-
canbBu abo po3wapyBaHHs ii CTiHKK € A0~
CTaTHLOIO NS BCTAHOBNEHHSA AiarHody CM.
IHWI nposien 3 60Ky cepueBO-CyAMHHOI CUC-
TEeMM, OpraHa 30py, ONopHO-PYXOBOI CUCTE-
MW, TBEPAOI MO3KOBOT OO00OHKH, LUKIpH,
[MxanbHOI cucteMu 3ibpaHi B «CUCTEMHY
OUiHKY CMMNTOMIB | TecTiB xBOporo Ha CM»,
fika JOnoMarae BCTAHOBUTK AjarHo3 3a Ha-
SIBHOCTi ypa)Xe€HHs1 a0PTH, ane 3a BiaCyTHOCTi
ekTonil kpuwTanuka (ratn. 4).

2. MoMmiTHIWY ponb BiABOAATL MOAEKY-
NAAPHO-reHeTUYHOMY TecTyBaHHI0 Ha FBN1
Ta iHWi peneBaHTHi relun (Hanpuknap TGFBR1
i TGFBR2). Ha npakTuui HeMae MOXJIMBOCTI
npoBoauTn FBNT1-TeCTyBaHHS Y KOXHOro
XBOpOro (Y 3B'13Ky 3 BUCOKOIO BapTICTIO i Bif-
CYTHICTIO MOro CTOBIACOTKOBOI YYT/IUBOCTI
Ta cneuudiyHocTi), ane iioro HeobxigHo Npo-
BOAMTU 32 MOXJIUBOCTI.

3. Desiki 3 MeHLU cneumdiuHux nposisis CM
6ynn abo BuganeHi, abo cTanm MeHL BaXJn-
BUMW 15 AiarHocTukuy. Lie Ao3BonsE yHUKHY-
TV BUKOPUCTAHHS HEAOCTATHLO NEPEBIPEHUX
ab0 3araibHOHEeAOCTYMHUX NPOABIB.

4. Hosi kpuTepii popmaniaysanu NnoHAT-
T4, WO A0AATKOBI AjarHOCTUYHI MPUMYLLEHHS
iTecTyBaHHsl NOTPIGHI HAaBITL TOA), KON NaLli-
€HTMae foCTaTHLO iHdOopMaLlii o)1 BCTAHOB-
neHHsn agiarHo3y CM, ane Takox mMae aopar-
KOBi (HecnoAiBaHi aAnsA nikapsa) CUMNTOMM,
0Cc06/IMBO SIKLLO BOHW BiPI3HAOTLCA i3 3a-
XBOPIOBaHHSIM Y CiM’i a0 BKa3ylOTb Ha KOH-
KpPEeTHWI anbTepHaTUBHMIA gjarHo3. Ocoban-
BY yBary npuainsotb SGS, LDS i vEDS. SGS
i LDS MaioTb cyTTeBY noaibHicTb i3 CM,
BKJIIOYAIOYU aHANOTiYHI YpaXeHHs cKkeneTa,
aopTH, LKipK, TBepAoT MO3KOBOT 060/TIOHKM.
IHoai VEDS mae nopji6Hi nposieu i3 CM y cy-
OVHHI cucTeMi, TBepaiii Mo3koBiii 06010HL,
LKipi Ta ckeneri. Lie HeobxinoHO BpaxoByBaTtu
npv nNposeAeHHi audepeHuianbHol giarHoc-
Tk CM, OCKiNIbKM KOXEH i3 LMX NPOosIBiB Mae
CBilA NpodiNb pUanKy Ta NPOTOKOJ JliKyBaHHS.

5. Lli kpuTepii MatoTb AONOMOITU BUPILLIK-
T npobaeMy 3aTPUMKKN AiarHOCTUKK
a60 BCTAHOBJIEHHS1 ABO3HAYHMX AjarHo3is,
HaAal4n KOHKPETHI pekoMeHAaujl AJ1A KOH-
CYNbTYBaHHS MaUJEHTIB Ta NOAANbLLOT TAKTU-
KW BEAEHHSI.
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BUCHOBKM

Y HOBUX AjarHOCTUYHKUX KpUTepisx CM
HaAA0Th K/IOHOBY YBary ypaskeHHIO CepLeBo-
CYOMHHOT cucTeMu (ekTasil aopTu um pos-
LIApyBaHHIO Ti CTIHKK) Ta KTOMii KPULLITANINKA,
LU0 € HAMBAXIUBILLMMU KNIHIMHUMM O3HaKaMu
3axBOpioBaHHs. OcobanBi MipKyBaHHA Ha-
BeAEHO B giarHocTuui CM y piteit Ta ande-
peHuiabHili aiarHOCTUL 3 aNbTepPHATUBHUMMU
3aXBOPIOBAHHAMU Y Aopocaux. Ekcneptu
OuYiKyI0Tb, Wo KpuTepil revised Ghent
nosology (2010) MoXyTb 4YaCTKOBO 3aTPUMY-
BaTW BCTAHOBNEHHS aiarHo3y CM. PasoMm
i3 UM, Taki giarHOCTUYHI KpUTepii 3HU3ATb
pPU3NK BCTAHOBJ/IEHHS NepeayYacHoro Yv no-
MWJIKOBOIO AjarHo3y, noneriuatb o6roBopeH-
HSl PU3MKIB | pEKOMEHAALiN 3 NlikyBaHHS
(Loeys B.L. et al., 2010).

HosBi giarHOCTUYHI kKpuTepii € nerwmmMmn
y 3acTocyBaHHi. CUCTEMHA OLjHKa CUMITOMIB
i TECTiB XBOPOrO KOPUCHA /151 BCTAHOBJIEHHS!
niarHo3y CM y MeHLUil KinbkOCTi nauieHTiB.
[OiarHocTnyHi kpuTepii MaloTe GYTU HY4KUM
i AMHAMIYHUM IHCTPYMEHTOM, a pekiacudi-
Kauisi naujeHTis i3 CM B ansTepHaTuBHI aia-
rHo3u Moxnuea, notpebye perynsipHoro
CNOCTEPEXEHHS 32 KNIHIYHOIO CUMNTOMATK-
koio i piameTtpom aoptu (Faivre L. etal., 2011).

Docsin BeaeHHs naujeHTis i3 CM cBig-
YUT, LLIO eKTa3in a0pTWU 3a3BMYai NPOrpecye.
Tomy Ti BiACYTHICTb NPY NEPBUHHOMY KJTiHIY-
HOMY 0OCTeXeHHi He BUKio4ae aiarHos CM,
HaBiTb y 3pinoMmy BiLi. Yci ocobu, ski Bigno-
BiAal0Tb kpUTEpPiAM aiarHocTku CM, NOBUHHI
wopiyHo npoxoauTn exoKr. fkuwo aiameTp
aopTn HabnuxaeTbecsa A0 XipypriYHoro no-
pory (24,5 cMy A0pOCAKX), NOKA3YE LUBUOKWUIA
picT (20,5 cM/pik) abo e npobnemu ia cepuem
umn PyHKujeto knanaHa, exoKlm HeobxigHo Bu-
koHyBaTh 4acTiwe. Ocobu BikoM <20 pokis
i3 cucteMHuMu nposisamm CM, siki He MalOTb
YPaXXEHHS! CepLEBO-CyAMHHOI CMCTEMM, MO-
BWHHI WOpi4HO npoxoanTu exoKl y 3B’A3ky
3 MOXJTMBICTIO LUBUAKOT 3MiHW pO3Mipy aopTHu.
[Jopocni 3 NOBTOPHUM HOpMAJILHUM Jjame-
TPOM aopTU MOXyTb NPoxoauTn exoKr 3 iH-
TepBanom 2-3 poku (Loeys B.L. et al., 2010).

OcobnusocTi possutky CM notpebyiotb
MPOBOAMTU KOMINEKCHE OOCTEXKEHHS NALIEHTIB.
CUMMTOMATUKA CUITBHO 3MIHIOETBECS B YPaXKEHMX
oci6: sanexuTb Bif, BiKy nauieHTa; xapakrepy
NpOSBIB; HE MaE 30/10TUX CTaHAAPTIB; NoTpebye
ovdepeHuiansHoi AiarHoCTUKK. 3anponoHoBa-
Hi HOBI kpuTepil giarHocTukn CM MicTaThb yci
BULLEHaBeAEH NapaMeTpy i MaloTb CNPUSITU
paHHil AjarHoCTULL 3aXBOPIOBaHHS, Npodinak-
TyBaTU PU3MK BUHUKHEHHS YCKIaJHEHb, OCO-
611B0 3 GoKy CepLIeBO-CYAUHHOI CUCTEMM.
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Cuuppom Mapdana:
3BONIOUMA
AVarHocTu4eckmx
KpuTepues

P.K. XXypaen

Peaiome. B crartse 1puseneHs Cropunye-
CKME 3Tarllb! BHEADEHMA B KITMHNYECKYIO NPaK-
TUKY ANArHOCTHHECKUX KPUTEPWER CHHOPOMA
Mapdhana (CM). lNoapobHo onucans! kpuTe-
Py HO3ONOrMHECKON amarHocTukmu CM Ha oc-
HoBe npeanoxexui Berlin nosology ( 1986),
Ghent nosology ( 1996), revised Ghent
nosology (2010). flogyepkHyTa 8aXHOCTb
KOHKPETHOrO KIMHUYECKOro CUMNTOMA B yCTa-
HoBABHUKM AnarHoaa, OcobeHHD BaXHbIMU
U eneymbuHeckuMm ( GONLLLIMK KDUTEDWSIMM)
ABNAGTCSA 3KTA3WA 20D Tbl HE YDOBHE CHHYCOB
Banbcansssl MKW PaCCROESHNE B€ CTEHKM,
axTonus Xpycranka. lMpusegerna rabnuya
CUCTEMHOA OL{@HKY CUMITTOMOB M TECTO8
BGonsHoro ¢ CM. MakcmansHas CyMMa Nno cu-
cremHol oueHke — 20 Bannos. Cymma Gannos
27 ABARETCS ANArHOCTHHECKUM KDUTEDPHEM
ana ycranoanenwn guartosa CM. Mpeacras-
AEHBI HO3010MMHECKNE (BOPMBI, C KOTOPbIM
HeolxoquMo NpoBoANTL AUgpepeHLnans-
Hyi0 AvarHocTyky (cuHapom Wnpuxryeua —




MannGapra, cHHapom MMyeua — faeya, IV un
curHgpoma 3nepea —Manno). OfocHoaHD
MOHMEHBHWE COBDEMEHHBIX KDHTEPHEE
revised Ghent nosology(2010) s anartocTike
CM, 8 48CTHOCTH BAXHOCTE BRSHBIEHHH SKTE-
31K B0PTH, PR3PLIBOB W DACCNOBHWA 88
CTEHKM.

Kmioveswie cnosa: cHrgpom Mapgana,
AWBTHOCTHYECKHE KDHUTE0NH, dJHﬁpHﬂJTHH,
SKTHINA S0PTH, SKTOMKA XDYCTAMIKA, AH-
thepaHyKanbHaR QMarHOCTHKE, NeHETHKA.

Marfan syndrome: evolution
of diagnostic criteria
R.K. Zhuraev

Summary. The article represents the his-
torical stages of the infroduction of diagnos-

tic criteria for Marfan syndroma (MS) in
clinical practice. The critaria for nosological
diagnosis of MS based on such proposals as
the Berfin nosology { 1986), Ghent nosology
{ 1986), revised Ghent nosology (2010) were
described In detalf. The importance of spe-
cific clinical symptoms in the diagnosis was
underiined. Particularly important and spe-
cific (major criterion) are: ectasia of the
aorta at the sinuses Valsalva level or siratifi-
cation of the aortic wall, ectopia of lens,
Table of system tests and symptoms In pa-
tient with MS was represented. The maxi-
mum amount of system assessment -

20 points. The total score #7 is a diagnostic
criterion far the diagnosis of MS. Nosological
forms which must be carried out differential
diagnosis are: Shprintzen-Goldbarg syn-
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drome, Loeys-Dietz syndroma, Ehlars-
Danlos syndrome typa IV. The application of
modern criteria revised Ghent nosology
(2010) in the diagnosis of MS, in parlicular
the importance of identifying dilatation of
ectasis of the aorta, rupltures and siratifica-
tion of the aortic wall.

Key words: Marfan syndrome, diagnostic
criteria, fibrillin, ectasia of the aorta, ectopia
of lens, differential diagnosis, genetics,

Appeca ans JUCTYAAHHS:
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yHiBepcuTeT iM. Januna Manvukkoro,
IHCTUTYT KNiHIYHOT naTonoril

- PedepaTnena indopmauis

HoBbie 3kcnepMMeHTalbHbIe METOAMKH NIeYEeHUA
uHdapkTa MMokapaa

CornacHo paHHbIM
BcemMnpHO opraHu-
3auuu 3ppasooxpa-
HEHWA, eXerogHo
6onee 20 MnH yeno-
BEK NepeHOCAT WH-
¢dapkT Muokapaa
{(MM), B ncxone koTo-
poro norubwue kap-
OYMOMMOLMTEl 3aMe-
wawrca rpy6on
COeAVHUTENbHON
TKaHbO C GOpPMUpO-
BaHueM pybua, uTo
He MOXET B fankHelLleM He OTPaXaThCs Ha PYHKLMOHANBHbIX
napameTpax Muckapaa. Motomy npoGnema BOCCTAHOBNEHMWSA
LEeNOCTHOCTU CepAeyHORA MbIWLbI C COXPAHEHUEM €€ MaKCH-
MaNEHOK HYHKLMOHANBHOCTY OCTAETCH HEM3MEHHO akTyanbHOM
1 BbI3bIBAET XUBOK MHTEPEC UCCNeA0BaTENEl B TEUEHUE MHO-
rvx nert.

OgHUM M3 NepCNexTUBHbIX, OQHAKO NOKA HeAOCTATOHHO 0CBO-
©HHbIX HANPAaBNEHWA CUMTAETCH TEPANWUa CTBONOBLIMM KNETKAMU
(CK), B ToM uncne cob6cTeeHHEIMM CK nauueHTa (Hanpvmep v3-
BNE4YEHHbIMW N3 KPACHOM0 KOCTHOMO MO3ra), TPAHCIIAHTURYEeMEI-
mu B o6nacTs nHdapkra. B panbHeidwem pasmHoxance CK ¢op-
MUPYIOT MBEILLEYHYIO TKaHb. QQHaKo Npu UCNONb30BaHWUKU TAKOW
TAKTWKK BO3HUKAET BONPoc 0 npwkueneHun CK, mxxvaHecnocob-
HOCTH.

B aHpape 2012 r. ony6nvkoBaHbl pe3ynLTaThl UCCNEAoBa-
HUS KUTARCKUX YUeHbiX U3 MHCTUTYTA OCHOBHBIX M@ WLIMHCKUX
Hayk (Institute of Basic Medical Sciences), MekuH. Uccnego-
BaTENM NPUMEHWIA XMTO3aHOBbIN r’MAPOresk B KAYECTBE HOCK-
Tensl NONYyYeHHBIX U3 XUPOBOK TKaHK MeaeHxuMansHeix CK ana
yNy4lleHUs UX MUKPOOKpYXeHus. BHauane 6uinu npoBeaeHH
WMCCNenoBaHun in vitro, B KOTOPbLIX arpecCyMEHas cpeaa UMUTK-
poBanacb ¢ MCnonb3ceaHWeM nepekucn soaopoga (H,0,),
CNOCOBGHON 3anNYCTUTL NEPEeKUCHOe OKUGNEHWE NUNUAQB Kne-
TO4HbIX MeM6GpaH. Mocne Toro kak 3PpPeKTUBHOCTL XUTO3aHO-
BOro rugporens 6nna NpoAeMoHCTPUPOBAaHA in vitro, NnpoLnn
AKCNEPUMEHTDI i1 Vivo HA NAGOPATOPHLIX KPLIGAX GO CMOLENN-
pPOBAHHBIM (34 CYET NEPEeBnA3Ku OAHOK U3 BETBE NUTAILLeH
TKaHu cepaua aptepur) UM. MonyuyeHHsle pe3yneTaThl Npo-
OEeMOHCTPUPOBaANW NpevMyLecTeo Metoga ssegeHma CK
€ XMTO3aHOBbLIM rMaporenemM B 06nacTs MHdAapKTa nepes, see-
peHneMm CK 6e3 HocuTens; XuTo3aHOBHIA rMaporeNs NO3BONS-
€T YNy4LWWTh NPYXUBIEHWME M BEDKMBAEMOCTE TPAHCMIAHTHURY-

embix CK, a cnegoBaTtennHo, nopuiwaeT 3g¢pekTmBHoCcTb CK-
Tepanun UM.

B ¢despane 2012 r. rpynna uccnepopareneid us Kanugop-
Huickoro yHveepcuTeTa (University of California), Can-Hduero,
CLUA, npogeMoHcTPUpoBana 3¢pdekTMBHOCTb MCNONL30BAHMSA
6ecKneTouHOro rMaporens B 3KCNepUMEHTAaXx Ha KPbICax CO CMO-
nenvposaHHbiM UM. Miaporent He BLI3bIBAN peakLWid oTTopxe-
HWA, He NOBbLILLAN PUCK BO3HMKHOBEHWA apUTMKUA 1 cnocobCeTBO-
Ba/J CKOpeWhwemMy BOCCTAHOBNEHUIO TKAHEW cepaua 3a cuyert
cob¢TBeHHbIX kKapanomuouuTos. Kapen Kpuctman (Karen
Christman), npogeccop kadenpsl SUOMHXEHEPHM U COYYpPEan-
TeNb 3avHTepecOBaHHOMA B NCCNedoBaHnM KOMNaHnu «Ventrix
InG.», yTeepxaaeT, 4To yXe NOAXOANT K KOHLYY YCNeLHbIe UCbI-
TaHuA 6eCKNeToUHOro rmaporens Ha CBUHbSAX, a B 2013 r. nnaHu-
pyeTCsa NPOBECTW KNMHMYECKWME WUCMbITAHWA 3TOMC npenapara
Ha moasax ¢ UM.

BeckneTouHeIR ruaporens NPOMaBOAUTCA U3 COeAUHUTENb-
HOW TKaHW cepaua nyteM OUMCTKW OT KNETOYHHIX 3NIEMEHTOB,
nMounu3aLmMn U U3MensYeHUA 40 NopowKkoobpasHoro CocTo-
fIHWA C NOCNEeYIOLLMM NEPEBOACM B XMAKYIO ¢opmy. MNpy Tem-
nepaType OKpyXaloLLei cpeabl rMaporenk 0CTAeTCs XUAKUM, 4YTO
nossonaeTt 6e3 3aTpyoiHEHWA LOCTABUTb €ro B HYXXHOE MecTo,
04HAKO Noc/ie BEeAeHMS C NOMOLLLIO KaTeTepa B 061acTb MHobAap-
KTa refb yriotHseTcs, o6pasysa nopucTyk cybcraHumi. B pe-
ayneTate GOPMUPYeTCa CBOe06PasHLIA BeCKNeTOUHHIA KapKkag,
KOTOPHIA 3amMennaeT AecTPYKTUBHbIA Kackad U B SaUIbHEHLEM
cnoco6CTBYEeT CKOpeMLLel pecTpykTypu3aLmMm TkaHel. TpaHe-
3HAOKAPAVAIBHBIA METOA BBEOEHUS 6eCKNeTOHHOrQ rugporens
€ NPUMEHEHWEM KaTeTepa ManoMHBA3UBEH, MPU 3TOM BO3MOXHO
npUMeHeHe MECTHOIR aHECTE3UN U HET HYXXKAbI B ONepaTUBHOM
BMeLLaTe/IkCTBe.

MNopo6HLIe METOAVKM MO3BOASICT HALEATLCA HA BO3MOXHOE
B CKOpPOM ByAyllieM BOCCTAHOBIEHWE LIENOCTHOCTM TKaHe MUoKap-
na nocne UM 6ea o6pa3oBaHus coegvHUTENBHOTKaHHOro py6ua,
HEpYLAIOLLEr0 COKPATUTENEHYIO M BUO3NeKTPUYECKYIO (DYHKLIMIO
cepaua.
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