pie HapymieHus: coenqunutenbHor Tkanu (HHCT) nposiBastoTcs mopaskeHHeM pa3InuHbIX OPraHOB U CUCTEM, B TOM YHCJI€ SHIOKPUHHOM

AsTopbl : tK.M. WemnoBckas, tA.A. KysHeuoBa, 1O.U. N'ymeHtok, tHO.B. YepHeHkoB

IPrAOY BO Capatosckun MY um. B. . PasymoBckoro MunHsapasa Poccun, CapatoB

KNMMHUYECKWUUN CNNYYAU BbICOKOPOCIIOCTHU Y NALMEHTA-C-AUNCAITASUEUN COEOAUHUTENBHOU TKAHW

BBEOEHUWUE HacnenoctBeHHble HapyweHua coepguHutenbHon TKaHun (HHCT)
NPOABINAIOTCA MNOpPaXeHnemM pasfiM4yHbIX OpraHoB WM CUCTEeM, B TOM 4ucne
3HAOKPUHHOMU

nomolwiun « eHOM XXU3HUN»

 [MauueHT A., 14 net

 Poouncsa ot 1 bepeMeHHOCTHU, npexaeBpeMeHHbIX poaoB C BHYTPUYTPOOHOU rMNOKCUen

 Habnropgaetca y aHAOKpMHOMoOra ¢ AMarHo30M:. KOHCTUTYLUOHaNbHaA BbICOKOPOCSIOCTb

 HeBponor n ncuxuartp:. 3agepxKKa ncuxope4vyeBoro pasBuTtus, aytmsm

 [eHeTnk: HHCT, cuHapom Anepca-daHno

 OpTtonen. KOMOMHMPOBAHHbLIU rPYAONOACHUYHbLIN CKONMMO3 2 CT., OHOLWECKUUN rpyaHoun Knugos 1 cT.

 Kapauonor. nponanc MutparnbHOro U TPUKycnuaanbHOro KnanaHoB 1 CT.; npeAacepaHo-xXenyaovykosasa 6nokaaa 2 CrT.

 OdTanbmonor: Mmonua cpegHen CTerneHn

« HacneocrBeHHOCTb. Y maTtepu cuHOpomM dnepca-faHno, y 6abywkm no MmaTepuHCKOU nNUHUMN — HeguddepeHUunpoBaHHOE
HacrneaCTBeHHOE HapyLleHne coeauHNTeSNIbHOU TKaHW

 PocT 185 ¢cm (SDS +2,5), Bec 60 kr, UMT 17,5 kr/im?; pa3amax pyk 190 cm.

 deHOTUN:. IryCTble, LULUPOKME OpPOBU, LULMPOKUN HOC, ANIMHHbIE PYKU, TMNepPTeNnopmu3M COCKOB, apaxXxHOOAKTUIINA, caHaaneBnaHas wenb, Tpulyoel,
CTOMNbI, FTMNePMOOUNIbLHOCTbL CYyCTaBOB, NOABUXHOCTb, FTMNEpPPaCTAKUMOCTb KOXUN, KN(POCKONMNO3, NJSTIOCKOCTONUE

* Y npobaHaa BbisiBrfIeHa retepo3urotHasa myrtauma reHa MYH3, accounmpoBaHHas ¢ ayTOCOMHO-AOMUHAHTHLIM AUCTarlbHbIM apTPOrpmuno3om, TUnM
2A  (OMIM: 193700), Tun 2B3 (OMIM: 618436) U CUHAOAPOMOM KOHTPAKTYp, NTEepuUrusas un cnoHaumnokapnoTtap3anbHble cpaweHua, Tvun 1A
(OMIM:178110)

* Y npobaHga n ero matepu BbifiBJfieHa retepo3vrotHaa mytauumda reHa ELN, onncaHHaa y nauMeHToB C ayTOCOMHO-AOMUWHAHTHbIM CUHOPOMOM
BAnou koxu (OMIM: 123700) n HaaknanaHHbIM cTeHo30M aopTbl (OMIM: 185500)

 [eTepo3uroTHble mytaumum B reHe ELN, B TOM Yynucrne tmna MUCCEHC, onmcaHbl y nauueHToB C CUHAPOMOM Yunbsamca — bonpeHa

 MyTauusa TMna MMCCeHC onMcaHa Kak BO3MOXXHaA npuinHa 3abonesaHua cuHapomom MapdaHa

SAKITIOYMEHUE. B paHHOM KNMMHUYeCKOM cCriy4yae y Manb4duKa v ero martepu, 0aOywku no MaTepuHCKOU JFIMHUM UMEeNn MecCTO
nposaBneniusa HHCT, coyeTtaowmecsa y npobaHaa ¢ BbICOKOPOCITIOCTLIO, 3a4ePXXKOU NcuxopeyeBoro passutusa n aytuamom. OnucaHue
KIMTMHUYECKUX criyyaeB OOMNOJSIHAeT nuMmerLmecs ceBegeHus o peakmx reHeTu4eCKnx cuHgpomax

TreHeTN4YeCKunX

MATEPWAIIblI U METO[bI. NpoBeaeH aHanu3 uctopun d6ornesHn n obcneagoBaHue
nauueHTa, 14 net n ero matepu. BbINONMHEeHO NoNHoOe CeKBeHMpoBaHMEe reHomMa B
MeOUKO-TeHeTU4YEeCKOMU naboparopun «IOBOreH»
bnarorBoputenbHOro @oHA4a MeguKko-couuanbHbIX

npw nopaepxke
NPOEKTOB

[MonydyeHo N[C oT 3aKOHHOrO
npeacrasuTena
Ha AeMOHCTPaLUNIO pe3ynbTaToB U
doTOMaTepnanos

KOHTAKTDI. ['YMEHIOK Onbra
ropeBHa, OOLEHT Kadpeqpsl
rocnutanbHoOu negmnaTtpum 7
HEeOoHaToNormu PrAQY BO
CapatoBckun [TMY wm. B. W.
PasymoBckoro MwuH3gpaBa Poccuu,
Capatos, Poccus.
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