B HacrosiueM NOCOOMH Mbl MOMBITAIMCH W3MOKHTL C MO3ULMIA
METOIONIOTHYECKOr0  MOAXOAa TAaKTHKY BENEHHS 3THX  [alLMeHTOB,
OPHEHTHPYACh Ha 3aMHTEPECOBAHHOCTh Bpaueil pa3iu4yHOro npodus.

Honamue o Oucnnasusx coeouHumebHOU MKAHU U 80NPOCHI
mepmunonozuu _

Brnepeeie onucaHHbli  AHTOHMO MapdaHom B 1896 roay
crneurduueckuit rabuTyc nauMeHTa C HeNpephIBHO NpPOrpecCHPYIOMHMMH
aHOMaMAMH CKeJleTa CTajl HapuUaTelbHBIM B MeauuuHe. O NpHYHHAX
cuHapoMa MapdaHa kak aedexre Me3oaepMsl BriepBbie npeanonoxun Weve
[uuT. 96], a u3BecTHbIl amepukaHckuit reHetmk McKusick B kartanore
HacneaCTBEHHbIX Oosie3Heit yenorexka «On-Line Mendelian Inheritance [n
Man» (OMIM) OTKpBUT 3THM CHHAIDOMOM HO30JIOTMYECKYIO CTpPaHHLY
HacNeACTBEHHBIX 3ab0eBaHUi coeNHHUTENbHOM TkaHu [876, 87].

I'eHeTHKH CYHMTAIOT, YTO KOJJIAreHOBbIE HacleACTBEHHbIE NE(EKTHI MO
pasHOOOpasHI0 TEeHETUYECKHX BApHAaHTOB MPEB30HIYT HACHECACTBEHHbIE
nedeKkTel reMornodMHa, TaKk Kak 4YHCNO JIOKYCOB, Y4YacTBYIOIUMX B
6uocHHTEe3e 3penoro KojjlareHa HaMHOro BbllIE, YeM IJI  3penoro
reMornobuHa [62, 2766, 73, 93, 94]. CrnipaBe/IMBOCTb 3TOr0 MNOJIOKEHHS
TMOATBEPXKAAETCS TEHNEHUMEH KaXIOH HO30JOTMYECKOH ENMHULBI K
OECKOHEYHOMY [JEJICHHMI0O Ha TMOATHINBL, pPa3HYalolIHecs MEXaHH3MOM
MOJIEKY/IAPHOTO NaToreHe3a M THNOM HacnenoBaHus [64, 78, 79, 83, 84].
Tak, U3BECTHO 6 TOATUNOB HECOBEPIUEHHOrO ocTeoreHesa [92], 4 moaruna
cuHapoma Mapdaua [95], konudyecTBO BapHaHTOB cMHApoMa Dnepca-Llanso
IOOCTHIJIO OAMHHAALATH [79], BbioeneHbl HOBbIE POPMBI — CHHIPOM BSAIOH
KOXH», CHHAPOM THNEpMOOWILHOCTH cycTaBoB [83, 86, 93]. ITo naHHBIM
JUTEpaTypbl KJIMHHYECKHH cUMNTOMOKOMILIEKC Yy 50% onmucaHHBIX B
MHpOBOH NMpaKTUKe OONBHBIX C CHHAPOMOM 3nepca-/laHno, MOJHOCTBIO He
COOTBETCTBYET M3BEeCTHbIM 11 THnaM 3abonesanus [79]. McKusick cuurtaer,
YTO JAHHBIH CHHAPOM BCTPEYAETCS 3HAYUTENBHO Yallle, YEM OMHCHIBAIOT, TaK
KaK MHOTMe CTépThle W HenosiHbie (GopMbl  OONE3HHM  OCTalOTCH
Hepacno3HaHHbIMH [86, 87].

DEHOTHNHYECKHH KOHTHHYYM MAMCIUIa3Wi COCOMHHTENBHON TKaHH
(ACT), Bnepssie onucanHeii Glesby M.J., Pyeritz RE. B 1989 [82],
MaHudecTUpyeT Kak JIETKHMH, KMATKUMHY NpOSBIEHUSIMH,
BCTPEUYAlOIMMMHUCE B OOIEd MOMyJsuMM, TaK M  CHCTEMHBIMH
paccTpoiicTBaMH COEMHHUTENBHOM TKaHH ¢ JieTanbHBIMU HexomaMu. Glesby
M.J., Pyeritz R.E. mpencraBuid 3TOT IyTh OT HOPMBI 4Yepe3 MpoJianc
MHTpaIbHOTO KJIanaHa K CHHApoMy MapdaHa.

B pacnicaHMH HacneACTBEHHbIX GonesHei yesoBeka Mak KbkocHka
OTMCaHbl CHHAPOMBI, (PEHOTHIHYECKH CXOOHbIE C CHHApPOMOM Mapdana,
NO3TOMY Ha3biBaeMble Map(aHOWIHBLIMH, HO 3HAYHTENBLHO OTIMYAIOLIMEC
OT HEro 1o BUCLEPATbHbIM MOPAXEHHIM, OCIIOXKHEHUAM H MPOTHO3Y.

1. Bpoxna&HHas KOHTPaKTYpHas apaxHoAakTuiua (QMIM: 121050) [87].
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