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MapdaH cuHapombl — Tya BITKEH ABHEKEP TiHIHIH
XeTicneyLwinigiHiH capanaHfaH Typl, KAHKanbIKTbIH TYpPri
KepiHICTepi cunaTtTtanagbl, XXypeKk-TamMblp XXaHe Ke3aiH
natonoruscsl. [uraHTMam MapdaH cuHapombl bap
HaykacTapaa bankanabl, dolichostenomelia kxeHe
arachnodactyly, aopTbl aHeBpU3Machl, MUOMNUA, NMMH3aHbIH
9KTOMUACHI, acka3aHHbIH AedopMaLunAchl, KUGOCKONNOo3,
Xannak aakrap, auertadtopai WweiFapy, Aana MmatepuachbiHbIH
akTasusicbl. OTbachInbIK Tapuxka HeridgenreH MapdaH
CUHAOPOMbIHbIH, AMAarHo3bl, YHKUMOHAaNAbIK HOTUXeEnep,
OPTanbMONOrNANbIK, PEHTIEH XXoHe reHeTuKarnbIK
3eptTeynep. MapdaH cMHOPOMBLIH eMAEY XYPeK-KaH
TamMblpriapbl 6y3binybIHbIH KOHCEPBATUBTI XXOHE XUPYPIUANbIK
TY3EeTYNepiH KaMTUAbl, CKENETTIK XXaHE OpraHHbIH
3aKkbIMOaHYHbI.



MapdbaH cMHOPOMBbI
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MapdpaH cMHApOMbI — 3MOpUOHanbAbIK XeHe bocaHFaHHaH
KeWiHri keseHaepaeri A8HeKep TIHHIH Xyrenik AambiMaybl,
KonnareHHiH KypbifibIMAbIK KEMLUISIKTEPI MEH TIPEK-KNMbIJST
annapaTtblHblH 0acbiM 3aKkbiMaaHybIMeH DanrnaHbICThl, Kes,
)Kypek-Tamblp kyneci. MapgaH cMHOpOMbl — CUHAPOMAbIK
TaburaTTblH €H Ken Ke3oeceTiH TYKbIMKyarnanTbIH
konnareHonatuanapblHbiH Oipi. Xanbikta MapdaH
CYHOPOMbIHbIH Naraa dony Xwuiniri TeMeH: ap aBTopfa
camkec 10 000-20000 apgamsa 1 »kafnan, HacCINgIK XKaHe
XXbIHbICTbIK OEnricis.



MapdaH CUHOPOMbIHbIH
cebenTepi

MapdaH cuHgpomel Tya BiTKEH aybITKynapfa Xartagbl, asTocomMmarblk 6acbiM
pexumae MmyparnaHfaH, auKblH NNenoTPonnM3MMeH, spTypi MaHepninik neH
Xofapbl eHy. MapdaH cMHOPOMbIHbIH Heri3i — By FBN1 reHiHae myTauums,
doMOPUNUH CNHTESIHE XXayanTbl — XacyLllagaH TbiC MaTpULUaHbIH MaHbI3abl
KYPbIbIMAbIK aKybl3bl, AOHEKEeP TiHHIH CO3bINFbILLTLIFbIH )XOHE CO3bIS1ybIH
kaMmTamachl3 etei. MapdaH cnHagpombliHAa aHOManua XxaHe PubpunmH
XeTicneywiniri TanwblKTbl KYpbinbiMaapabiH nanga 6onybiHa kegepri
kenTipeni, [loaHekep TiHHIH BEpPIKTIri MEH cepniMainiriH XKofanTy,
domsunonornanelk CTpecTke TeTen bepe anmay. [ MCToNnornanblk e3repictep
cepnimai TUNTErI XXeHe NuHnANnapaarbl bigbicTap kabblipFanapblHa aca
cesimTan (DipiHLLI Ke3eKkTe, aopTa »XaHe Kopuua bannambl, PUOPUNNHHIH eH
Ken MerLepiH KaMTUTbIH).

MapdaH CMHOPOMbIHbLIH, KeH PeHOTUNTIK CNeKTpi (X)KyMcak HbicaH4ap4daH,
KagimrigeH ayblpfa gemniH KMblHObIKTapAbl aHbIKTay KUbIH, Xblngam
nporpeccusTi) FBN1 reHiHAe Typsi myTauusara 6annaHbiCTbl (1000-HaH
acTtam Typriep), coHgamn-ak 6acka reHgepaeri MytTauusiHblH 0oyl
(Mbicanbl, ecy pakTopblH e3repTyre apHanfaH reHge — TGFBR-2).
[eHeTuKanbIK TecTiney KesiHge 75% MapdaH cuHapOoMbI XXafgannapbl
oTbachInbIKk Mypa TYPiH aHbIKTadbl, kanFaH 6enirinaoe — 6acrankbl
mMyTauusa. MapdaH cuHgpomMmbiMeH banaHbiH 00y Kayni ece Kerne, ake
XacblHa 6annaHbICThbI (acipece 35 XbifgaH KeUiH).



CyLLecTByeT UHTEPECHbIK OAKT, 4TO nepsaa
AEBYLUKA MOAEAb - Aecan XopHOK, KOTOPaA"
MOCAYXHMAQ NPOTOTUNOM 06PA3a BCEX MOAEAEH
CTPAAGAQ CMHAPOM MapdaHa
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Hukkono Mozenunu — [one Kouemuow Aucepcerk —— Agpaam lunonsH Kopwed Yykosexul Ocama ben Jladex



MapdaH cMHaOpPOMbIHbIH Oenrinepl

 MapdaH cuHOpOoMbI apanac CKeneTTiK 3aKkbIMMEH
cunatTanagbl, Kes, Xypek-kaH Tamblpnapbl XKoHe JKynke
)KYWECH; Typni KepiHicTep, aypyablH anfallkbl 6enrinepiHid
yaKbITbIHbIH ©3repyi; co3bliiMaribl NPOrpeccmBTi KypcC.

* MapdaH cuHapombl 6ap HaykacTtap, epexe 0OUbIHLLA,
KOFapbl 6Cyae epeklleneHeni, nponopumscoI3 y3biH
XIHILLKe afKkTapbl bap canbICTbipMarnb! TYpAe KbiCka AeHe
(OONMXOCTEHO3) XXeHe apaxHua caycakTapblH y3apTaapl
(apaxonaKkTuBTI TypAae); Tepi acTblHOafbl TIHOEPAIH XXaHe
OYNLBIKET MMNOTEH3UACBIHBbIH JaMbiMafraHblfbl TOMEH
aceHanblK AeHe; Y3blH XXaHe Tap CyMeK KaHKachbl
(dolichocephaly); oFapbl LLUOFbIPIbl TAMbIPAbIH XX8He
bICTbIfbIHbIH, 60sYybI (MporHaHusa). MapdaH cnHgpomel bap
ynaapaa TyyablH opTalla y3aKThifbl — 53 KapaHbI3, COHFb
OunikTiri — 191 cm; Kbi3gapaa — TUICIHLWIE 52,5 CM XaHe 175
CM.






Hasap






Ko»Ka

Y 6onmsmmacrea moxed ¢
caaapoMom Mapdana paseasaerca
PACTATHBAHEE KOXH, ke Oea
HESMCHCHHEA MACChl T4, JTO MOXET
NOSABHETECA B MOGOM BOZpacTe B He
IpPeACTARAATE ONACHOCTH.




MapdaH CMHAPOMBIHbIH
OnarHocTuKachl

MapdbaH CUHOPOMbIHbLIH, ANarHo3bl OTOACKINbIK TApPUXKa HEri3aenreH,
emaenyLiHiH dusukanblK TeKkCcepy HaTUXKenepi OonbIHLWA TUNTIK
anarHocTukanblk 6enrinepi 6ap, SKI xaHe axokapanorpadus,
oPTanbMOSOrUAsbIK XXeHe PEeHTreHOoNornanblK 3epTreynep,
MOJSieKynarnblk-reHeTUKanbIK Tangay XXaHe 3epTxaHanblk 3epTTeynep.

MapdhaH CMHOPOMbIHbIH, AMarHOCTUKAIbIK KpUTepumnniepi yLwiH sptypi
Xynenep MeH opraHgapaarbl cunattamMmarnblk e3repictep
kaOblnaaHaabl; bacTbIChl (YNKEH) orapablH iWiHAe KapacTbipbliaabl:
TaMbIpAblH KEHelI/aopTanblK AUCCEKUUS, NMTMH3aHbIH 3KTOMUACHI XXaHe
9KTa3nsAHbIH Y3aK Mep3iMAainiri; Kunean/WyHKbIpAbIH Keyae
aeopmMauudachl, XMpyprusanblk eMaeyai KaxXeT etefi; AeHeHiH XXofapfbl
CEerMeHTIHIH Y3blHAbIFbIHbIH 1-re AeuniHri apakaTtbiHacbl,05; CKOnnos (>
20°) Hemece crioHamnonucTtes; JIOKTIH y3apTblilyblH NOKTE KOCbIHbI3 (

DeHOTUNTIK AnarHoCcTUKanbIK CbiHAKTap Aa KondaHbinaabl, WeTKaHbIH
apakaTblHacbIH aHblkTaHbl3/ecy (MapdaH cMHapPOMbIMEH > 11%);
opTalla caycak y3blHAbIfbl (> 10 cMm); BapkaHblH dousuKanblKk MHOEKCI —
(OeHe canmarsbl, r/(ecy, cM)x2 — »achbl, Xblngap/100, 6ony kepek



MapdaH cuHaPOMbIHbIH angblH-any
XoHe angblH-any

* MapdaH cuHgpombl bap HaykacTapablH emip cypy bomkambliH
aHblKTanObl, OipiHLLI KE3EKTe, XXYPEK-kaH TamblprapbiHbIH 63repy
Oapexeci, COHbIMEH KaTap CKESETTIK XXoHe Ke3 3aKkbiMaaphbl.
KypAeni KypCTbIH >ofapbl kayni 6ap, emMip cypy y3aKTblfbIH
KblckapTy (90-95% 40-50 xacka AeniH eMip CYpMEHI3) >xaHe
KEHeTTeH KanTbic bonabl. MapgaH cMHaAPOMbIMEH Aep kesiHae
KapAMOXUPYpPrust y3aKTblfblH auTaprblkTai apTTeipa anaasbl (60-70
Xacka AeWniH) nauneHTTepaiH eMip Cypy canachlH XakcapTaabl.

 MapdaH cnHapombl bap Haykactap TypakTbl MeauULMHanbIK
Oakblnayna bony kepek keHe YHeMi AnarHocTukanblk TEKCepyaeH
eTeai. MapdaH cuHapombl AeHe benceHAiniriHiH TeMeH Hemece
opTalla AeHreniH kepceteni, bannaHbiC CNOPTbIH KOcnafaHaa,
CNOPTThIK XapbIiCTap, U3OMETPUATLIK XXYKTEMESIEP, CY acCTbl XY3Y.
MapdaH cMHOpOMbIMEH Dana Tyy »acbliHAafbl anenaep
MeauUMHanbIK XXeHe reHeTuKarblk KeHec bepyaeH eTyi Kepek.



MapdaH cnHapoOMbIH eMaey

MapdraH cuHapombl 6ap HaykacTapabl eMAeY XoHe Kagaranayabl MaMmaHaap Toobl
)Ky3ere acblpajbl: 0pTanbMOnor, Kapauoror, XXYPEK XMPYpPrbl, opTonen, reHeTUK,
TepanesT.

MapdaH cuHapoMbIMEH HaykacTapAbl emaey aypyablH AamybiHa keHe
ackblHynapAblH AamybiHa xon bepmeyre bafbiTTanfaH, HerisiHeH XXypeK-Tamblp_
Xyreci. AopbIT AnameTpi 4 cM AeviH, B-Orokatopnap TararbiHAanaabl, kanbLuii
aHTaroHMUCTbl Hemece ACE Texeriwtepi. Xupyprusanblk eM XacanTblH Xafganga
KranaHHbIH XXeTKIfiKci3airi, MUTpauuanblk KnanaHHbIH Nponanchbl, eneyri KeHeto (>5
CM) KeTepiny xaHe aopTanblk anccekumsi. MapgaH CMHAPOMbIMEH aopTaaarbl
PEKOHCTPYKTMBTI XUPYpPrusi, onepaumnsiiaH KeuniHri 5 xxaHe 10 xbinablk eMip cypyai
KOFapbl Nanbi3bl 6ap. KaxeT borca, Mutpanabl Knanadabl aybiCTblpyAbl OpbiHAAHbI3.
XKykTi anengepre MapdaH CMHAPOMbI X8He ayblp XKYPEK-KaH Tamblpnapbl aypynapsi,
epTe onepauuanblk emaey kecap cekunacbiHaa xyprisinei. OnepaumsigaH keniH
MH(EKLUANBIK 9HA0KapAMT NeH TpomM603ablH anabiH any yLwiH aHTUBUOTUKTEP MEH
aHTUKoarynsHTTap TaraMbliHOanagbl.

MapdbaH cuHOpOoMbIHAA Kepyadi TY3eTy Ke3inaipiktep MeH KOHTaKTIfi NMH3anapasl
TaHOay apKbiribl XKy3ere acblpbifiagbl, KAXKET OONFaH Xarganga — iasep Hemece
XUPYPrusanbIK KaTapakTbl eMAEY, IMaykoMa, bifbICKaH OOBLEKTIHI XXacaHab!
MMNMaHTauuanaymeH anbin Tactay. CkenetTik Oy3binynapMeH OMbIpTKa
XUPYPrnAnbIK TYpakTaHObIpy KaXKeT 00sybl MyMKIH, TOpakonnacTuka, »xambac
apTponnactukacbl. CoHgan-ak naToreHeTUKanbIK KornareH-kanbinka KenTipeTiH
Tepanusa KongaHbinaabl, METabonnam xeHe BUTAaMUH TepPanuschbl.



