CUHIAPOM MAP®DAHA
(Marfan syndrom)

OMIM: 154700
Briepsrie onmcaH B 1896 rogy B.J. Marfan.

[TonymsimmonHas yacrora: 1-5: 10.000

d



MuHuMAJbHBIE TMATHOCTUYECKHUE
IPU3HAKHA:

- BBICOKUHW POCT

- apaxHOJAKTHUIIHUS

- TUIIEPIIOABUKHOCTh CyCTaBOB

- MOABBIBUX XpyCTaJIMKa

- pacIIupeHnue KOPHS aOPThI

- 9KTa3usl TBEPJIOM MO3rOBOM 000JIOUKH JIFOMOO-

CAKPAJIbHOI'O OTACIAa CIIMHHOI'O MO3I'd



XapaKTEepPHO MOPaKEeHUE TPEeX CUCTEM
OPraHoOB:

- CKCJICT
- Ij1a3a

- CEPACYHO-COCYIMCTAasI CUCTEMA



BBICOKHHU POCT

CpenHss UIMHA NPY POXKICHUN Y MAITBYUKOB — 53 CM
+/-44 cm

Cpensss JirHa Py POXKICHUN Y JIEBOYEK - 52,5 CM
+/-3.5cMm

CpenHuil poCT B3pOCIOro My4nHsl - 191,3 cMm
+/-9cm

CpeaHui poCT B3POCIION KEHIUHBI - 175,4 cm
+/-8,2 cM



CKEJIET:

KOHEUYHOCTH IJIMHHBIC U
TOHKHE (0COOCHHO AUCTaJIbHBIC
OTJICJIbI)

- pa3Max pyk OoJbllIe poCTa
- apaxHOMAKTHIUS

- [MOJIOKUTEIbHBIN
cumirtoM Walker-Murdoch
(0XBaT 3amsACThs OOIBIINM
MaablEM U MU3UHIIEM )

- OJIOKUTENBbHBIN
cuMmnToMm Steinberg (00JbIIOM
HaJiel MOIEPEYHO JIAJOHH )




- CYCTaBbl TMIIEPMOOUIIBHBIC

- KOHTPaKTyphl CYCTaBOB

- CKOJIMO3 (4alie mpaBoCTOPOHHHUM) - 60%
- Kuo3

- BOPOHKOOOpa3Has, KMJICBUIHAS IpyaHAs
KJIETKa

- IUJIOCKOCTOIIHE

- JoJuxornedanus

- BBICOKOE€ apKoOOpa3Hoe HE0O
- KpOIIaIIHeCs 3yOsl

- Y3KO€ JIUIIO

- MHUKPOTHaTHS, pETPOrHaTHs



[JIA3A:

- IIBYCTOPOHHUM TIOJIBBIBUX XpycTanuka — 75%
- UPHUJI0JIOHE3 (ApOKaHUE PATYKKH)

- TUTIOTLIA3US PayKKH

- cepodakus (mmapoBuaHas (hopMa XpyCcTaanuKa)
- MHUKPO(DaAKHS

- MUOIIHUS BBICOKOM CTEIIEHU

- OTCJIOMKA CETYaTKH

- rETEPOXPOMHUS PATYKKHU

- METAJIOKOPHEA

- IJIOCKask pOTOBHIIA

- SHO(TAIBEM

- paHHSA T1ayKoMa

- paHHSISA KaTapakTa



CEPAEYHO-COCYAUCTAA CUCTEMA

- pacIUPEHUE BOCXOISIIEH YaCTH a0PThI
- IIPOJIANC MATPAIBLHOTO KJIallaHa

- IIPOJIANC TPEXCTBOPUYATOTO KJIallaHa

- PACCIIOEHUE A0PThI

- IIPOTrPECCUPYIOIIAA AaHEBPHU3MA A0PThI

- AuJIaTays JETOYHOM apTepun

- 3aCTOMHAs CEPJICUHAs HEIOCTATOYHOCTh



IHOPAKEHMUE JAPYI'UX CUCTEM:

- PaHHUM apPTPUT

- OepEHHBIC, MaXOBbIEC, AHa(parMaibHbIC IPhLKU
- aTpo(PpUYECKUE CTPUU

- MBIIIICYHAsI TUIIOTOHHUS

- He(POIITO3

- aM(pHU3EMa JIETKUX

- ITHEBMOTOPAKC

- YMEHBIIIEHUE MOAKOKHOTO JKUPOBOIO CJIOS



IIpu KT u MPT y GonbimnHCcTBa OOJILHBIX
HAaXOIAT SKTA3HI0 TBEPAOU 000JIOUKH JIFOMOO-
CaKpaJbHOIO OTAEJIa CHHHHOIO MO3Ta.

Bo Bpemst 0epeMEHHOCTH Y OOJIbHBIX KCHIIUH
YBEJIIMYHUBACTCSA PUCK PACCIOECHUS A0PTHI,
MOKET OBITh PAa3pbIB AaHCBPHU3MBI AOPTHI.



OCHOBHBIC KpUTEPHUH AUarHo3a no bepanuckoim
kjaaccupuxamuu (1988 ron):

1) mpu OTCYTCTBUH NOPAXKEHHOI'O POJACTBECHHHUKA |
CTEIICHHU POJICTBA Y NPOOAH/Ia JOIKHEI OBITH:

- OPAKCHUE CKEJIeTa

- OCHOBHBIE CUMIITOMBI ITopakeHus a3 u CCC
(HOABBIBUX XPYCTAINKA, PACIIUPEHUE UITH
PACCIOCHUE A0PTHI, SKTa31s TBEPAOH MO3TOBOM
000JIOUKN)

2) Ipy HAJIMYKAM OOJBHOIO POJACTBEHHHUKA | cTeneHu
POACTBA JOCTATOYHO ITOPAXKEHUS TOJIBKO ABYX
CHCTEM OpPTraHOB



I'eHTcKas kiaaccupukanus (1996 ron)
Boiaessrot 4 iiaBHbIX KPUTEPUA:

- pacmMpeHue (pacCciaoeHNE) KOPHS a0PThI
- ITOJIBBIBUX XPYyCTaJIMKa

- AKTa3Msl TBEPAOM MO3rOBOM 000JIOUKH

- 4 n3 8 TUIIMYHBIX CKEJICTHBIX aHOMAJIUM

Ecin 00leH KTO-TO U3 POAUTENEH, TO JOCTATOYHO
HAJIUYUSA TOJBKO 4 N3 8 CKEJIETHBIX IIPHU3HAKOB.



- Tun HacnenoBaHUA — Ay TOCOMHO-AOMUHAHTHBIM C
[TOJIHOU TIEHETPAHTHOCTHIO U BAPbUPYIOIIEH
SKCIIPECCUBHOCTHIO

- 75% Bcex ciy4daeB — ceMenHbIe, 25% - MmyTanuu,
BO3HHUKIIIKE de novo

- myTtanuu B reie FBN1 (buopunnus 1),
KapTupoBaHHOro B 15qg21.1

- B HACTOSIIIEE BpeMsI B T€HE BbISIBICHO 0osee 200
PA3JIUYHBIX MyTallUH

. TAKKE K 3a00J1€BaHUIO IIPUBOAAT MyTauuu B rene FBN2
- B naHHbIM MOMeHT JIHK-auarnocrruka cuaapoma
Map@dana npekpaiieHa n3-3a reTeporeHHOCTH 3a00J1€BaHUS




Mytanuu B rene FBN1 00ycnaBiuBaroT 1 Ipyrue (peHOTHIIbI,
BKJIFOYAIOIIHUE OTACIbHBIC MPOSIBICHUS CuHApoMa Mapdana:

- CHUHJIPOM MpoJiarca MUTPAJIbHOTO KJIalaH ¢ WK 0€3 CKEJIETHBIX aHOMAJIUI

- MASS denotun (Muonusi, mpoJiaric MUTPAIbHOTO KJIanaHa,
HEMPOTPECCUPYIOIIEE PACIIMPEHNE KOPHS a0PThI, HECIEU(DPUIECKHE CKEJICTHBIE U
KO>KHBIE TTPU3HAKH )

- JOMUHMPYIOIIAsi aHEBPHU3Ma a0pPThl B COUETAHUM C MAJIBIMHU MTPU3HAKAMU
cuHapoma MapdaHa

- U30JIMPOBAHHBIE CKEJIETHBIE AaHOMAJTUHU

- CEMENHBIN NOABBIBUX XPYCTAIMKA, ACCOLUUUPYIONIUN C TTIa3HBIMU U
CKEJICTHBIMU CUMIITOMaMH cuHJIpoMa Mapdana

- curapom Shprintzen-Goldberg (acconmaniust CKeIETHBIX U CEPACYHBIX
nposiBJicHU cuHapomMa MapdaHa ¢ KpaHUOCHHOCTO30M U IPYTUMH CKEJIETHBIMU U
HEBPOJIOTUYECKUMH HAPYIIICHUSIMH )

- ayTOCOMHO-IOMUHAaHTHBIN cuHapoM Weill-Marchesani



Cunapom Mapdgana 2

- OMIM: 154705

- CunonuM: Mapdanornogo0HO€ ITOpaKEHUE
COCIMHUTEILHOU TKAHU

- KJIMHHKA: CKEJIETHBIE U CEPACUYHO-COCYIUCTHIE
HapYyILICHUS XapaKTEPHBIC AJ1s1 CHHApoMa MapdaHa,
HO OTCYTCTBHUE MOPAXKECHUS IJ1a3

- Twum HacaenoBaHUA — Ay TOCOMHO-
JTOMUHAHTHBIN

- Mytanum B rene TGFBR 2, kapTupOBaHHOIO B
3p25-p24.2



JnddepeHnAIbHBIN TMATHO3:

- TOMOILIMCTUHYPHS

- KOHTPAKTypHAas BPOKICHHAS
ApaxXHOJAKTHIIUSA

- HACJIEACTBEHHAS IIPOTPECCUPYIOIIAs
apTpoo(PTaIbMOIaTHUs

- cuapom MapdaHna 2






KuneBuaHas rpyab
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