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CUHAPOM MAP®AHA

Myxumounoe Illaekam Myxammeoricanosuy
Kageopa meouyunckou 6uonoeuu u cenemuxu, CamapkaHocko2o
T'ocyoapcmeennoco Meouyunckozo ynugeepcumema, Y3b6exucman.
HlIyxpamosa Cesunu
Cmyoeumxka I kypca Camapkanockoeo I ocyoapcmeennozo

Meouyunckoeo ynusepcumema, Pecnyoniuku Y36exucman

Annomayun: Cunopom Mapgana — smo ecenemuueckoe 3abo.esanue
COeOUHUMENbHBIX — MKAHell,  KOmopoe  NpOoAGIsAemcss  pasHooOpa3HbIMU
HapYWeHUAMY 8 PAa3IUYHbIX OP2aHaX U CUCmeMax, 6KIuds cepoye, cocyoul,
enaza u onopuo-osueamenvhyto cucmemy. OCHOBHOU NPUYUHOU CUHOPOMA
ABNAEMCA MYMAYUsl 2eHd, 0OMEEeMCmMeEeHH020 3a 8blpabomky benka uopuiiuna,
KOMOpblll uepaem Kiouesyro poib 8 Ho00epicKe CMPYKNYPbl COCOUHUMETbHBIX
mkaneu. CUMNmMoMbL MO2Ym 8apbupo8ams Om 1e2KUX NPOoAEIeHUl 00 CePbe3HbIX
Hapyuwenui. Cpedu Haubonee XapakmepHulX NPUSHAKO8 — BbICOKASL POCMOBAS.
KOHCMumyyusi, OJIUHHble KOHEUHOCMU, NpoOaeMbl C CepOedHO-COCYOUCMOU
cucmemotl (Hanpumep, aHe8pU3IMa AOPMbvl), A Makice OUCHYHKYUS 21a3 (8bl8UX
Xpycmanuka). JuacHocmuka OCHO8bI8AeMCs HA KIUHUYECKUX HNPUSHAKAX U
2eHeMUYecKoM  MeCcmuposanuu, a JedeHue  GKIouaem  HaOI0O0eHue,
MEOUKAMEHMO3HOe — 6Meulamenbcmeo U  Xupypeuueckue onepayuu  OJisl
npeoomepaujenust 0cloxcHeHull. Panee gvlsignenue u cpamomuoe nedenue mo2ym
3HAUUMENILHO YIYUUUUMb KAYeCME0 HCUZHU NAYUEHMOB.

Knwuesvie cnosa: Cunopom Mapghana, apaxnodaxmunus, anomanuu
cKenema, aymoCOMHO-OOMUHAHMHBIL MUN HAC1e008aAHUs, «NAYyubl NALbYLLY,
Gubpuniun, anespuzmMa aopmeol.

Hcropuueckue 1anuble: He NCKIIOYEHO, UTO TIEPBOE ONMUCAHKE OITU3KON
k CM xiIMHMYECKOM KapTHHBI OBLJIO TPEACTABICHO Ha  3aceJaHUu

AmMepukaHckoro opraibmonoruueckoro oomniectsa B utoie 1875 r. E. Williams,
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KOTOPBINA BBIJCITWI B OTACIbHYIO TPYNIY MallMEHTOB C CEMEIHBIM aHAMHE30M U
TUTIEPMOOWIBHBIMU U3MEHEHUSMH B CYyCTaBaX, BRLICOKUM POCTOM, TUCIOKAINEH
xpyctanmuka. OpHaKo u3-3a OTCYTCTBHUS (DOTOAOKYMEHTAIIMM M PE3yIbTaTOB
JaJIbHENIIer0 JAMHAMUYECKOTO HaONIOJEHUs MAalMeHTOB JTO COOOIIEeHUE
0CTaJI0Ch He3aMeueHHBIM. BriocienctBuu 3a0os1eBaHue OIYyYMIIO CBOE Ha3BaHHE
B uecTh (hpaHiry3ckoro neguarpa Antonine Bernaedi Marfan, kotopsrii B 1896 r.
onucan KIMHUYECKUN CIydaill yIJIMHEHUSI KOHEYHOCTEN U MaJbLEB, KOHTPAKTYP
CyCTaBOB, KM(O-CKONIMO03a y NATUIETHEN NeBouKky. Ha 3acenannu MeTMIUHCKOTrO
obmectBa B [Tapmke oH cOOOIIUI O KIMHUYECKOM HAOJIOJCHUM 3a 5.5-JIeTHEH
JEBOYKOM aCTEHUYECKOM KOHCTUTYIMH C HENPONOPIUOHATIBLHO IJIUMHHBIMU
KOHEYHOCTSAMM U BPOXKJIEHHOW KOHTPAKTypou najblieB. CooOIIEeHNEe MOCTYKUIO0
OCHOBAaHHUEM IS BO3HMKHOBEHMSI SIOHUMHYECKOro Tutyna «Cunapoma
Mapdanay. CrycTsi TOIbI BBISICHUJIOCH, YTO TAIMEHTKA CTpajana BPOKICHHOM
KOHTpakTypHou apaxHojaktwineil. B 1902 r. ®panmysckuii tepanet E.C.
Axapn, a 3atem B.X. Dp0 gononHwiM omnucaHue KIMHUYECKUX MpHU3HAKoB. B
JNAJbHEUIEM W3MEHEHHS JIPYTMX CHCTEM M OPraHOB MPH aHOMAJIUSIX CKENETa,
XapakTepHbIX g cuHApoma MapdaHa, MOJNEKYJISIpHO-TEHETHYeCKas
XapakTepuctuka  Oojie3HM ~ ObUIM  TOAPOOHO  OMMCaHbl ~ MHOTUMH
UCCJIeI0BATEISIMU.

Henun wuccaenoBanus: llens wucciaenoBanust cunapoma Mapdana
3aKJIH0YAETCS B!

% YruyOiieHHOM U3y4eHUH KIIMHIUYECKUX MPOSIBICHUHN 3a00JIeBaHUS;
% MexaHU3MOB €ro pa3BUTHS,
¢ Meronbl paHHel THarHOCTUKU YPGEKTUBHBIHN IMOJIXO0/ K JICUCHHIO;
¢ VYiydilleHMe NTOHUMaHUS NaTOreHe3a;
s BrisBinenue GakTopoB pUCKa OCIOKHEHUH;

** P.':13p a0oTKa CTp aTerum JJs1 IOBBIIICHHS  KAa4uCCTBaA  JKU3HU

IMalIMCHTOB.
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IMonsiTue o martoreHeze: Cuuapom Mapdana (cunapom Marfan —
Achard, cuanpom Marfan — Erb, arachnodactylia, dolichostenomelia, gigantismus
partialis,  dystrophia  mesodermalis  congenita, hyperchondroplasia,
acrochondrohyperplasia) — 3aboyiieBaHHe C ayTOCOMHO-JIOMHHAHTHBIM THITOM
HACJEJOBaHUsA, OTHOCUTCA K TpyHIe  HacCJIEACTBEHHBIX  MATOJOTUU
COCIMHUTENFHON TKaHU. 3a0o0JieBaHHe OOYCIOBJICHO HAJIMYMEM MYyTallud TeHa
FBN1, orBercTBeHHOro 3a cuHTE3 (GUOPWIUIMHA — OCHOBHOM KOMITOHEHT
MUKpOGUOPWII, PACHOJIOKEHHOIO0 Ha JUIMHHOM Iuiede 150 XpOMOCOMBI.
Kiaccuueckoe onucanue cuHApOMa, «BbI3yOPEHHOE» MEPBOKYPCHUKAMU (HAMU)
Ha 3aHATHUSIX, 3BYYUT KaK «BJABJCHHAs TPyAHAS KIIETKa», «MaydbHl MajbIbI»,
paHHSSI CMEPTh OT pa3phiBa «aHEBPU3MbI a0pThI». [Ipu yrinyOieHHOM U3ydyeHUuu
CUHApOMa Kak o0co00i (OpMBI JUCTIPONMOPIIMOHATHLHOTO TUTAHTHU3MA B
pe3ynbTaTe CHUCTEMHOTO Jae(eKTa COCIUHUTEIHHOW TKaHW OOHAPYKMBACTCS
O4YeHb 0OJIbIIIAsi BAPUATUBHOCTD MPOSIBICHHS.

[Tonupiii  HaGop mpuszHakoB CM  XapakTepusyercsi CIeAYIOIHUMHU
0COOEHHOCTSIMU BHEITHOCTH

»  OdeHb BBICOKHIA POCT, OTHOCHTEIHHO KOPOTKOM TYJIOBHIIIE;
Jedbunut maccol Tena,

JIMMHHBIE «ITay4YbKy Majbllbl U KOHEYHOCTH;

Y IIMHEHHBIN YepeN U BBITSIHYTOE JIUILIO;

YV V VYV V

UpesMepHasi THOKOCTh WM (PEIKO) OTpaHUYEHHAS MOJBHXKHOCTh
CyCTaBOB;

Cxommo3, kudo3, aehopmariys rpyTHOH KICTKH,

CKy4eHHOCTh 3yOOB;

BriBUX XpycTanuka 1 LIEWHOrO CETMEHTA IMO3BOHOYHHUKA,

YV V VYV V

IImockocTonue;

» JleekTbl BeTBEW JICTOYHOW apTepuUH, aHEBPU3Ma aopThl U ¢
pacciioeHue, a TaKXKEe MOPOKH CEPALA;

»  JlomuxocTeHOMENHS, apaxHOIaKTHITHS,

»  HenopasBurtue »XKUpOBOM KIETYATKH;
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»  Bricokuii pu3mueckuii ¥ ICUXUIECKUI TOHYC (M3-3a TTOBBIIIIECHHOTO
BbIOpOCaA aipeHaIHa B KPOBH).

Ho mnpu »TOM TsKenOM, peakoM 3a00JeBaHUU, CYIIECTBEHHO
COKpAILAIIIEM MPOAOKUTEIBHOCTD JKU3HHU, B PsAE CIy4yaeB, UMEET MECTO,
MOBBIIICHHBIN  BBIOPOC ~ agpeHAIMHA, KOTOPBIA TOJJEPKUBACT  BBICOKHIA
dbusznueckuii u ncuxudeckuid Touyc. [IOBBIIEHHOE Ccojiep)KaHue aJpeHaInHa B
KPOBHU CIIOCOOCTBYET IEPMAHEHTHOMY HAaXOXJICHHIO OpraHu3mMa B «0OoeBoi
roToBHOCTH». HocuTenu cuHApoMa MOCTOSIHHO HAXOASTCS B BO30YXKICHHOM
COCTOSIHUM: aJIpCHAJIMH TOJCTETHBAET WX HEPBHYK) CHUCTEMY H JENIAET
TPYIOTrOJINKAMHU.

UM mnpucymr «peduiekc uenu», MOMOTalwlluid peannu3oBaTh CBOU
CIOCOOHOCTH, YAMBUTEIbHAS LEJIEYCTPEMIICHHOCTD, MOBBIIIICHHAS
paboTOCIOCOOHOCTh, HICKPOMETHBIH FOMOD, CAMOKPUTHKA, YIIEPTOCTh, U BBICOKUN
UHTEJUIEKT.

EctecTBEHHO, BO3HHUKAeT MHTEPECHBIA BOINpPOC: «MOTyT 1M JKEHIIMHBI
ponute ¢ CM?». Poabl ecTecTBEHHBIM NyT€M BO3MOXHBI y JKCHIIUH 0€3
BBIPA)KEHHON NATOJIOTUH CEPJECYHO-COCYJIMUCTOM MATOJOTMU W TPU JTUAMETPE
aopThl, HE TpeBbilatoe 40 Mm.

JInarnocruka: bnarogaps COBpEMEHHOM JMAarHOCTUKE U HOBBIM
METO/aM JICUCHHUsI, MallueHThI ¢ cuHApoMoM Mapdana moryt xuth 10 70-80 ner,
YyTO NOYTH BABOE jmojbiie, dyem eme 40-50 ner Hazax.  JluarHocTumka
OCHOBBIBAETCS HA COYETAHUN KIIMHUYECKUX MPU3HAKOB, CEMEWHOI0 aHaAMHE3a U
Pa3IUYHBIX JUATHOCTUYECKUX TECTOB. MOXKHO TPOBECTH dXOKapauorpaduro,
MPT cepana u pentreHorpaduto (i AMATHOCTHKU JedopMainuu TpyaHOM
KJIETKU U JUArHOCTUKHU CKOJIN03a).

3akmouenue: J{uarnoctrka cuHjapoma MapdaHa npeactaBisieT coOoit
MHOTOTPaHHbIA  MpPOLECC,  BKIIOYAKOIMIMN  TIIATEIbHOE  KIMHUYECKOE
oOcyeloBaHKe, MCIOIb30BAHUE COBPEMEHHBIX JIHarHOCTHUYECKUX KPHUTEPHUEB,
TEHETUYECKOE TECTUPOBAHWE M JONOJIHUTENbHBIE ucciaenoBaHus. OCHOBHOE

BHUMAaHUC YACIISACTCA BBIABIICHHUIO XAPAKTCPHLBIX IIPU3HAKOB 3a6OJI€BaHI/IH, TaKHuX
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KaK M3MEHEHUS B KOCTHOM CHCTEME, CEPACYHO-COCYIHCTBIX M TIJIA3HBIX
CTpyKTypax. Panee BbIsiBIeHHe cuHapoMa MapdaHa U CBOEBpEMEHHOE JICUCHHE
IIO3BOJISIIOT CHU3UTh PUCKHU PAa3BUTHSI OCIOKHEHUH, YIYUYIIUTh Ka4€CTBO KU3HU
NALIMEHTOB U CHU3UTh CMEPTHOCTD, CBA3aHHYIO C AaHEBPU3MOU A0PThI U APYTUMHU
CEpACUYHBIMU NATOJIOTUAMH.

HNCIIOJIb30OBAHHAS JIMTEPATYPA:

1. E.JI. Tpucserora/ Kiimaudeckasi nimarHoctuka cuaapoma Mapdana.
2. O.U. Heuaes, JI.®. IlanaroBa/ Cepreii Cepreesuu lOaun u cunmpom
Mappana.

3. HO.K. borosnenckuid, T.H. Ynuccoa, .M. fposas, B.H. Apsirun/
MHOXeCTBEHHOE B3aUMOAEMCTBHE IeHOoB. [lneliorponusi.

4, B.L. Loeys/ ITepecmoTpennas Ho3oiorus ['eHra i cuaapoma MapgaHa.
AMEpPHUKAaHCKUH KypPHAII YEJIOBEYECKOW T'€HETHKH.

S. H.C. Dietz/ Cuanpom Mapdana: KIMHHYECKUAN TTATOTeHE3, MOJIEKYJIIpHas
IeHETUKA U JUArHOCTHKA.

6. D.I. Silverman/ Puck aopTaabHOr0 IUCCEKIIMOHHOIO pa3phiBa y MallMEHTOB
¢ cuaapomoM Mapdana. HoBbll )KypHAJI METUITMHBI.

7. A. Mahmut/ Cunapom Mapdana: 0030p KIMHHYECKHUX AaCICKHOB U

ynpasiienus. KypHall peIKux 3a00JIeBaHU.
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