[ @eHTCKMe Kputepumn cmHgpoma
MapdaHa n manble aHomManumn
pa3BUTUA cepaua 1 cocyaoB

JlykmaHoBa anua PadghaenesHa
bapbiweBa Banepus OneroBHa
[Tonakosa AHrennHa ButanbeBHa

Hay4Hbin pykoBoguTens: ['puropnyesa EneHa AnekcaHgpoBHa
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Pucyrox 1. Ouexka sunepmobunsHoOCmMU cycmaeoe no weane Sedmoxa










1. Absent clavicles 2. X-ray: narrow thorax and absent 3. Lack of skull ossification
clavicles
B. Cleidocranial dysplasia in humans
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C. The human RUNX2 gene






AKTyanbHOCTb

MOXXeT, KTO-TO U He
crblWwan HMKoraa o

cuHgpome MapdaHa,

0 XapaKTepHOW oooozooz Af’ ;
BHELUHOCTM Y O
nalumeHToB, O : O
CBSI3aHHbIX C HUM

OCITOXKHEHNAX — HO

NnUO OOHOro
naymeHTa C
cuHgpomom MapdaHa
N3BECTHO BCEM



CyuwecTtByeTt
NHTEPECHLIN daKT,
4YTO NepBagd
aesyLlika mogens -
Jlecnn XopHow,
KOTopasi nocnyxuna
nNpoToTMNOM Oobpasa
BCexX Moaeneun,
nMmesna CUHAPOM
MapdaHa

AKTyanbHOCTb




MexayHapooHaa ®@egepauud no

cuHgpomy MapdaHa

MexayHapoaHas egepaunsa no cnHgpomy MapdaHa
bbina ocHoBaHa B 1992 Ha 2 mexayHapogHoM
cumnosunyme no cuHapomy MapdgaHa B Cah-
®paHuyumcko, KanndopHus

Llenn:

0OMeHMBaTbLCS COBPEMEHHOW TOYHOW MHAOOPMALIMEN O
cuHgpome MapdaHa no Bcen nnaHeTe,
cnocobcTBoBaTb MeXAyHapOoOAHOMY B3aUMOAENCTBUIO
Bpayeun n HaceneHud

[ yTBEPXKOAaTb CTaHOapPTbl AUAarHOCTUKUN U JeHYeHNH

]

cuHgpoma MapdaHa

noaaepxmBartb U 6]'IaFOI'Ipl/IF|TCTBOBaTb
MexayHapoaHoMy mncereagoBsaHnio, B3aanMoaenctBnio
Hay4HbIX LEHTPOB N YHEHbIX



National Marfan Foundation
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3HaHMe NPU3HaKoOB — MepPBbIN Lar K
CNACEHUIO XXU3HU

Please give to the 2013
Have Heart Campaign
Because knowing the
signs is the first step

toward saving a life.




* Cpean Bcex HacneacTBeHHbIX 3aboreBaHnN
coeauHUTENbHOU TKaHN HanbOonbLLUUNIA
MHTEpEeC a1 TepaneBTOB U Bpa4ven ooLLeN
NpakTUKM npeacrtasndaet cuHgpom MapdaHa

* [1poAoOMKNTENBHOCTb KXN3HWN 3TUX BONbHbIX
be3 Tepanun orpaHnyeHa 30-40 rogamu

* [lockonbky 3aboneBaHne MMEET 3aBEOOMO
Cepbe3HbIN NMPOrHO3 AsA XKN3HU U
TPYAOCNOCOOHOCTU MNaLUUEHTOB,
YCTaHOBIEHMNE AnarHo3a HaknagbiBaeT
0CODYI0 OTBETCTBEHHOCTb Ha Bpa4da npwu
nepBOn BCTpeYe C OOSIbHbIM



McTopust bonesHn

« B 1896 rogy dpaHuy3cknn npodeccop—neanaTtp AHTOHMO
MapdbaH BnepBble npeactaBuns KNMHNYeCKoe HabngeHne 5—
rneTHeun aeso4ku abpuens ¢ HeOBbIYHBLIMUK, HEMPEPLIBHO
NporpeccupyroLLnMm aHoManmMamm ckeneta

« BHewHnn rabutyc abpuernb n NnogodHbIX NAUNEHTOB C TEX
nop ctanu nmeHosaTb cuHapomom MapdaHa. Kak no3agHee
BbISICHUNOCL, B AencTBuTenbHocTn [abpuens ctpagana
BPOXXOEHHOW KOHTPAaKTYPHOW apaxHo4aKTUIneu

* Yepes 20 net 6binin onucaHbl nepsble deHoKonum
MapdaHonogobHbIX CUHOPOMOB, B YaCTHOCTU, CUMHAPOMA
9KTOMNUKN XPYyCTarmnKoB C ayTOCOMHO—OOMUHAHTHbLIM
HacrnegoBaHuewMm, eule Yepes 30 net — cuHOpoMa gnnaraymm
N paccrioeHns aopThbl, Nponanca MMTpanbHOro KnanaHa,
9KTa3nun TBeEpON MO3roBon 060s1o4Km



[ eHTCKMe Kputepumn

 Ha coBpeMeHHOM aTane Hemnb3d onmMpaTbCA TOMNbKO NULLb Ha
reHeTU4eCcKyo AnarHoctuky cuHgpoma MapdhaHa, HO HYy>KHO
Yy4YnUTbIBaTb U PEHOTUNMNYECKME N3MEHEHNS

« PaHee cyuwiectBoBanu bepnmHckne Kputepum guarHoctuku. B
OCHOBE DbIN10 coYETaHME NOPaAXXEHMSA CKENeTa C NopaXeHnem
OBYX OPYrux CUCTEM, NPUYEM C HANMMYNEM KaK MUHUMYM
OOHOU Cepbe3HOU MaHuUdrecTaLnmn: IKTONUA XpyCcTanuka,
paclumpeHune (paccrioeHue) aopthl, dural ectasia

e B 1995 r 6b1nu npepnoxeHol NTeHTCKUe Kputepum
AanarHoctuku (Ghent criteria. l'eHT - ropoa B benbrun), B
KOTOPbIX BblAENAIT 3Ha4YnTEeSNbHbIE U MEeHee
3HaYnTeNnbHbIe AnarHocTn4yeckme Haxoakm (major and
minor diagnostic findings). lNepBble - 3TO naTtonorus
Oonblue xapaktepHas ana cuHapoma MapdaHa, BTOpble -
MOryT BCTpedaTtbca 6e3 Hanuuuna CM



[ @HTCKNe Kputepum

TpeboBaHusa K guarHoctuke CM pasnuyarotca B 3aBUCUMOCTHU OT
AaHHbIX HAaCNeACTBEHHOro aHaMHe3a:

- Ecnu cemenHbin nnn HacneacTBeHHbIM aHaMHe3 He oTarowleHbl, CM
yCcTaHaBnMBaKT NP Hann4mm 6onbLUNX KPUTEPMEB, NO MEHBLLEN MEpPE,
B OBYX pasfunyHbIX CUCTEMAX N BOBMNEYEHHOCTN TPETLEN CUCTEMbI
OpraHoB

- B cnyyae yctaHoBneHUsa MyTauum, KOTopasi U3BECTHa Kak
BbI3blBatowast CM y apyrnx, 4OCTaTOMHO O4HOro OONbLLIOro KpUTEPUS B
O HOW CUCTEME OpPraHoOB W BOBIEYEHHOCTb BTOPOW CUCTEMbI OPraHoB

- Ona nuu, HaxogsLWwmnxca B pOACTBEHHbIX OTHOLLEHUSAX C NAUUEHTOM, Y
KOTOPOro AnarHocTmpoBaH cuHagpom MapdaHa, 4ocTaToOuYHO Hann4vns
BoNbLIOro KPUTEPUSA B CEMENHOM aHaMHe3e, a Takke ogHoro 6onbLoro
KpUTepmns B O4HOW CUCTEME OpraHoB N BOBIIEYEHHOCTW ApPYron
CUCTEMbI OPraHoB.

B cny4yae BbinoriHeHUA NeHTCKUX Kputepues aAnarHoctuku CM
criegyeT NpoBeCTU MOJIEKYNAPHO-reHeTU4YeCcKoe uccnegoBaHue
ANS NoOUcKa MyTauum reHoB, Koanpyrowmx ouopunnmH



[ eHTCKMe Kputepumn

1. KOCTHO-CKeneTHble

bonbLlune Kputepun Manble Kputepumn

[MpoTpy3na BepTnyXHoM BNaanHbl ApkoBunaHoe HEBO co

OKy4nBaHuem 3yb6oB
KunesngHasa nedpopmauma [MNepmMobunNbHOCTL CYyCTaBoOB
rPYOHOW KNEeTKU

BopoHkoobpasHas gecdopmauma  dedopmauns yepena
(nokasaHa onepauus)

OTHOLWIEHNE MeXay pasmaxom YMepeHHasa BOPOHKoObpa3Has
PYK 1 o4nmHown tena >1,03 nedopmaums rpyaHou KneTku

[MonoXxuTenbHble TeCThl | Nanbua
N 3anACTbA

Ckonno3s >20' unu
crnoHaunonucTes

CHWXeHne BO3MOXXHOCTU
BblNpAMIIeHnAa NokTa 4o 170 rpag.

I_I T P aYalldaYan aYm IV FaY



[ @HTCKNe Kputepum

2. Cncrtema opraHoB 3peHUd

[MoaBbIBUX XpyCTarnunka AHOManbHO nfockas poroeuua

[loBbILLEHHAsA oceBas AnnHa
rma3Horo sbnoka ¢ Mmonuen

[Mnonnasus pagyHon 060N04KM
NN rmnonnasns mepLuaTenbHON
MbILLLbI, Bbl3bliBaoLLlAs MUNO3

3. TBepgas mo3roBasi ob6osioyka

[MosicHMYHO-KpecTUoBas OTcyTCTBYIOT
aypanbHas 9KTasuns, BbisiBNeHHad
Ha KT nnn MPT



[ eHTCKMe Kputepum

4. Cepae4yHo-cocyagucTas cuctema

PaclwwimnpeHune socxogdiwen aoptol ¢ [1ponanc MuTpasnibHOro KnanaHa
peryprutaumen nnm 6e3 Hee u
BOBJie4yeHne cnHycos BanbcanbBsbl

PaccrnoeHune Bocxoasiien aopThbl PacwupeHune cTBona Nero4Hom aptepum npu
OTCYTCTBUU KIlanaHHOro Unwu
nepudpepmnyeckKoro Nero4HOro CTeHo3a B
BO3pacTe mornoxe 40 net

Ob6bI3BecTBNEHNE MUTPAJribHOIo KoJibLia B
BO3pacTte Moroxe 40 net

PacwunpeHne nmbo paccrioeHne CTEHKU
rpyoHoM unu OproLWHOW aopTbl B BO3pacTe
mosioxe 50 net



[ eHTCKMe Kputepumn
5. Cuctema opraHoB ObiXaHUS

OTcyTCTBYIOT CnoHTaHHbIM NMHEBMOTOpPAKC, NI

AnuvkanbHble Bynnbl, NOATBEPXKOAEHHLIE
PEHTreHorpamMmmon rpyaHomn KneTku

6. Koxa

OtcyTcTBYIOT ATpodunyeckme cTpum, He CBA3aHHbIE C
Bblpa)XE€HHbIMU N3MEHEHUSIMN MacChl Tena,
6epeMEHHOCTBIO UMW YacTbIM NTOKanbHbIM
MeXaHU4YeCKUM BO3OENCTBMEM

Peungusunpyowime nnm
nocneorepaunoHHbIE FPbKK



[ @HTCKNe Kputepuu

CemMenHbIn aHaMHe3

Hannune 6nmn3knx poaCcTBEHHWKOB, KOTOPbIE
HE3aBUCNMO YOOBMNETBOPSIOT OaHHbIM
ONArHOCTUYECKUM KPpUTEPUSAM

Hanwnyne mytaummn B reHe FBN1

Hanu4yne cpeamn poacreeHHmnkoB OHK-
mapkepos CM

OTcyTCTBYIOT



LIEJIb PABOTDI

* BbiaABUTb pacnpocTpaHEHHOCTb [ eHTCKUX
Kputepmes cuHapoma MapdhaHa cpeau
CTYyOEHTOB MegMLUMHCKOW akageMum u nx
CBA3b C aHOManMsaMun pa3BUTUSA cepaua u
COCyOOB



3agayu

1. NpoBecTn TecTpoBaHMe CTYOEHTOB 6 Kypca
HenabuHckon MeguumMHCKOM akagemMmmmn ans
onpeneneHnst Hambornee 4acTo BCTpeYarLLNXCH
NPU3HAKOB U BblAENeHna rpynnbl pucka Hann4dung
cuHgpoma MapdaHa;

2. Bblpenutb Hanboree 4yacTo BCTpevatoLlmecs
Kputepumn cuHgpoma MapdaHa B ykazaHHOU
KOropre;

3. [lpoBecTun axokapauorpadunyekoe nccnegosaHue
n Y3l cocynos wen Ang BbisiBIiEHNA aHOManun
pa3BuUTUS cepaua n cCocyaos;

4. 13 uncna 'eHTCKUX KputepmeB BbIABUTb
Hanbornee 3Ha4YnMmble, aCCOLMNPOBAHHbIE C
nopaxeHnem cepaua 1 cocyaos.



MaTepunan

» TecTupoBaHme no [ eHTCKNM KpUtepuam
nposegeHo y 135 cTyneHTOB 6 Kypca B
Bo3pacTe 20 -26 nert, 45 my>xuuH, 90
XKEHLLMH.

o DxOoKapaunorpaduyekoe ncecnegoBaHue
npoBeaeHo y 65 yenosek (48%
obcnenoBaHHbIX), 25 MYX4KnH, 40 XXEHLLWH.



MeToabl

AHKeTa
1) CMMNTOM 3anAacTbA
2) CumnToM 6osbLOro nansua

3) KnuneesuagHas geopmauums rpyaHou
KNeTKn

4) BopoHkoBmaHaa gedopmauuns

5) BanbrycHasa gedopmauna ctonbl
6) lNnockocTtonue
)

/) COOTHOLLUEHME pa3mMmaxa pPyK K poCTy
bonbLue 1



MeToabl

8) Ckonmnos

9) TopakorntombarnbHbIN KNGO3

10) HepgopasrnbaHne NoKTeBOro cycraBa
11) MyboKo nocaXeHHble rnasa

12) CKOLUEHHbLIE BHU3 rMasHble Lenu

13) COBUI HUXKHEW YENOCTU K3aau
14) KoXHble cTpun

15) Mnonuga donbwe -3 oNTp.



IxoKkapaunorpadpus

Obpallanocb BHUMaHME Ha
9KTa3nK NPOCBETa aopThl,
Hann4yne aopTtanbHOW
peryprutauuun, nponanca
MUTPAarnbHOMo KnanaHa,
OOMNONMHUTENBbHbLIX XOpA4 NEBOro
XKenyagodka



OKTa3nd aopThbl




AopTanbHaga peryprmtaumsa

P2-4BAICardiac/FPS23D1/14.0cmiGen MI0.89/TIs1.1
6581103dB/IFA2/P95
C] G6014.00kHZFA2/F1/8




[lponanc muTpanbHOro KnamnaHa

#255 115.0cmMI 0.9
P23ACI! GenTIs19
[2D] G50 / 82dB
FA1  P100
HAR

$AB00

+D 3.36cm

xD 0.42cm
+DixD 800.00%
Avg. 1.89cm

Lossy 3:1
=



[lononHUTENbLHasa xopaa NeBoro
Xenyaouka

#247 /15.0cmMI 0.9|20-09-2006
P2-3AC Gen Tis 1.9|17:00:37

[2D] G50 / 82dB},

FA1 }P100 °
HAF{\
\




YnbTpasByKOBOE UccnegoBaHue
COCYy[OB

* lccnepoBanoch ansg AMarHOCTUKA
NaTosIorM4Yeckom U3BUTOCTU BHYTPEHHUX
COHHbIX apTepun, rmnonasnmn, BbICOKOIO
BNageHns1 1 KOMMNPECCUM MO3BOHOYHbIX

apTepuu



MN3BUTOCTb BHYTPEHHEN COHHOWU
apTepun




[ Mmonnasmnga N03BOHOYHOWU apTepun

Lt Vert A Volume Flow: 0.2120L/min A= 0.12cm2
TAMN= 29 . 4cm/s




Pe3ynbsraThl

* [1o Hannuunio 'eHTCKNX KpUTEPUEB
nogo3peHne Ha cuHapom MapdbaHa obino
BbICTaBI1IEHO Yy TpeX cTyaeHToB. [locne
KIMMHNYECKOro 1 YrbTpa3ByKOBOIo
obcnegoBaHUAa AnarHo3 cmHapoma
MapdbaHa Obin BriepBble MNOCTaBI1EH B
ogHOM crny4yae



deHoTUNMYeckmne mapkepbl

[lpoasneHunamun cuHapoma MapdaHa B aTux
cry4vyasx obinu

*Bbicoknmn pocT

*Pasmax pyk borbLle pocTa
*ApaxHoOaKTUnug

*CKONnos

«[ledbopmauusa rpyaqHoOU KneTku
‘Mwuonus



[lopakeHne cepaevyHO-CoCyanCTON
CUCTEMDI

* [1ponanc mMnTpanbHOro KnanaHa 2 CTeneHu ¢
peryprmtauuen 2 cteneHu, cepua
OOMONHUTENbHbLIX XOpA4 B JIEBOM Xenyao4ke

* YMepeHHasa aKTa3ns aopThl,
aCUMMETPUYHOCTb CMblKaHUSA aopTalbHbIX
CTBOPOK, peryprutaumsa 1 cteneHu Ha aopTe

* [Mnonnasuna n komnpeccua npaBowu

NO3BOHOYHOW apTeEPMK, BbICOKOE BriajeHune
00enx NO3BOHOYHbLIX apTepUn



Pe3ynbsraThl

« YacTtoTa BbIgBNEHHbLIX aHOMaNUn pa3BuUTUA cepaua v
cocynoB (M3 65 obcnenoBaHHbIX)

[Tponanc muTpanbHOro knanaHa —y 15 yenosek (23%)

[lononHunTenbHaa xopga nesoro xenygo4vka —y 10
yenosek (15,3%)

N3BUTOCTb BHYTPEHHEN COHHOW apTepun - y 6 YenoBek
(9,2%)
[ Mnonnasns No3BOHOYHOW apTepun —y 5 yenosek (7,7 %)

Bbicokoe BnageHne no3BOHOYHOU apTepuu - y 20
yenosek (30,8%)

Komnpeccusa no3BOHOYHOWU apTepun - y 25 4YenoBek
(38,5%)



Koppenauumn mexay [ eHTCKknmmn
KPUTEPUAMU U MarbiMU
aHOManuamu cepaua n cocyaon



[lponanc mmuTpanbHOro KnanaHa

« CnmnTom BbonbLioro nasnsLa (a)
* CumnToMm 3ansacTtbs (b)




[lononHutenbHasa xopaa




MN3BUTOCTb BHYTPEHHEN COHHOWU
apTepun
* Muonus
* Kngos
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[ Mnonnasnsa No03BOHOYHOW apTepUn

* CTpun
 Ckonunos




BbicOkoe BnageHue

HET



Komnpeccna no3BOHOYHOWU
apTepum
* CTpun
* Paszmax pyk borblie pocTa



BblBOLbl

1. PacnpocTpaHeHHOCTb NOPOroBoro YpoBHS
[ eHTCKUX KputepmeB y ctyaeHtoB Henl MA
(6 6bannos n bonblue) coctaBnsgeT 1.4 % (2
YyenoBeka n3 135 obcnegoBaHHbIX) C
npenckasaternbHon ueHHocTbio 100%



BblBOLbl

2. Hanbornee yactbiMn doeHOTUNNYECKUMMU
KPpUTEPUAMUN ABUNNCH

CTPUKU, MUONUS, MNOCKOCTONNE, pasmMmax pPykK,
CKOJMMO3, rmnepmMoOUribHOCTb KUCTU



BblBOLbl

3. Hanbornee 3Ha4MMbIMU KpUTEPUAMU ON1S
onpeneneHnsa Hann4na manbiX aHoManmu
cepua ABUMMCb NpU3Haky 6onbLLIOro
nanbLa 1 3andacTbsa U CTPUN, a HaNMN4mns
COCYOAUCTbIX UBMEHEHUN — CTPUN, MUNOMMUS,
KO3, CKONMo3, NpU3HaKk «pasmax pyk
bonblue pocTay.



