wnH

CemeiiHas rpyaHas aHeBpuama aopTsl (OMIM: 132900) [86, 87). Panee
3TO COCTOSHHE UMEHOBAIH DpAXEHMOBCKHI HEKPO3 CpedHeit 060109KkH
aopThl,

CewmeiiHoe paccioenue aopTel (OMIM: 132900) [86, 87]. Ecnu 651 naxke
Max KbiocHk He pa3nenui ceMeiHbie ClTyyad aHEBPH3MBI aoOpThl M
pacciioeHHs aopThl, NMpaKkTHKAa Mokasata Obl, YTO JHLA B CeMbAX C
pacciioeHHEM aopThi HE HMEIT Oaxe MHHHMaNbLHON JuiaTauud
BOCXOJALIEH aOpThl, MPEeIIECTBYIOLIEH PacCIOEHHIO.

CemeiiHas akTonus xpycraniuka (OMIM:129600) [86, 87].

Cemeiinplii  MapdaHonono6Heii  raburyc  (OMIM:  154705).
BbIABNAIOTCA XapaKTepHbie i cHHApoMa Mapdana ckeneronatruu, no
KpaiiHe# Mepe, Y IBYX POACTBEHHHMKOB. [TOJIMCHCTEMHOE MopaxkeHue
Heo0s3aTeNbHO M AMArHOCTHKH 3TOrO COCTOSHHA, HO MOXET MMETh
MECTO.

MASS (Mitral valve. Aorta, Skeleton, Skin) ¢eHoTHI: MHONHSA, posianc
MUTPaIbHOTO KjlalaHa, yMepeHHOe paciiMpeHHe aopThl — He Gonee ueM
2 CTaHZApTHBIX OTK/IOHEHMS, MATOJIOTHS KOXH — CTPHUM M CKejleTa —
Manble KpHTEpHH cHHApoMa Mapdana. JiMarHo3 cTaBUTCA Ha
OCHOBAHHMM BOBJIEUEHHS B MpoOLECC MO KpaiHel Mepe, 2 unu 3 cucTeM
opraHoB (OMIM: 109730). KiuHMueckH — 3TO MauUHEHTBl C
MappaHOMOHbIM rabUTycOM, MpOJANcoM MHTPAILHOrO KiamaHa B
orcyTcTBHE ['€HTCKMX KpHTepHeB cHHApoMa MapdaHa. TepmuH
npemnoxeH ['nec6u B 1989 romy. AyToCOMHO-IOMHHAHTHBIA XapakTep
HaciemoBaHMA. Bhicokad cTemeHb TNEHETPaHTHOCTH M CHJIBHO
BapbUPY0ILad IKCIIPECCHBHOCTD aJUIENEH.

CeMeiiHbIi CHHOPOM NpoJanca MUTPAILHOrO KianaHa [75]. CHHOHUMBI:
cuHapoM baproBa, cemedinas ¢opma [IMK, cemeiinas MuTpaneHas
peryprutauys, CHHAPOM KOIUA4bero MypJIbIKaHbdA,  K/IaNnaHHbIH
MuKcomaro3. [lposianc MHTpanbHOrO IKjianaHa HacjiegyeTcs 1o
ayTOCOMHO-IOMHHAHTHOMY THIy; MNpPH 3TOM MOTYT BbIABJATBLCA
HETSHKENBIE CKEJIETONAaTHH, HO OHM HENOCTaTOYHbl 111 AMArHOCTHKH
MASS-¢eHotuna. McKusick [86, 87] He muddepenumpyer MASS-
GEHOTHI ¥ CHHAPOM CEMEHHOro mpoJjanca MMUTPaIbHOrO KiarnaHa; OHM
HaxogzaTcs B ofHo# pybpuke OMIM c OIHMM H TEM Ke MHIEKCOM —
109730. :
Cunapom CtHkiiepa — HacneAcTBeHHas aprpoodransmonatis (OMIM:
108300) [86, 87]. OT0 MynETHCHCTEMHOE 3a00sIeBaHHE C MMOPAKEHHEM
a3, KpaHHodacuManeHbIMU JedexTamu U BOBNEYEHHEM, MO KpaiiHei
Mepe, elE ONHOM CHUCTEMBI OpraHoB. TUIMMHYHBIMKM HaXOAKdMH MOIyT
ObITh: BLICOKast MHOMHS, J€reHepalid CTEKJIOBHIHOIO TEfa U CEeTHATKH,
OTC/OMKAa CeTYaTKW, TIJIyXOTa; apTponarHd; yMepeHHas (u3pelka
NpOABIAETCS Ha [MEPBLIX TOAAXx JKHU3HH) CIIOHIMIOdNHQH3apHas
JMCIINA3KsA; THNepMOOHIBHOCTD CYCTaBOB; FHIOILUTA3Us CPEeAHEH 4acTH



