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JlucrucroreHes — 3TO BPOXKICHHOE PACCTPOMCTBO PAa3BUTHUS XPSIIEBOM M APYrux
COCJMHUTENIPHBIX TKaHEH, BeAyllee K WX HENpaBUIbHOMY (OPMHUPOBaHHIO 0€3 SBHBIX
cnenupuaeckux  u3MeHeHud. Jucrmasus  coemuuutensHoM  Tkanu  ([ICT), cunencrBue
JMCTUCTOTEHE3a, OIpENeNsaeTcs] KaK TEeHETHMYECKH OOYyCIOBICHHBIE aHOMAJIMH, CBS3aHHBIE C
neekraMu B CTPYKType M MaTpULe COEIMHUTEIbHOM TKaHM, BBI3BIBAIOIIME HENPaBUIBHOE
¢dbopMHpOBaHKE OpPraHOB W CUCTEM C TEHJCHIHMEH K MporpeccHpoBaHuio. [J1laBHOW NpUYMHON
JMCIIIa3UM ABJISIOTCS TEHETUYECKUE MYTal|H.

Hcnonp3oBanue nonumepazHoi nenHoil peakuuu (IILP) ¢ dayopecuenTHbIMM MeTkamu
MIO3BOJISIET BBIIBUTh MYTAllMU B T€HAX, KOTOPbIE KOJUPYIOT pa3iMyHble OEJIKU COeAMHUTEIIbHOU
TKaHU. JTO JTaeT BAXXHYIO MHPOPMALUIO HE TOJIBKO JJIS JUATHOCTHKH, /s TUIAHUPOBAHUS JICUCHUS
U KOHCYJbTallUH IO TEHETHMYECKUM pHUCKAM CEMEHHBIX 4YIEHOB, HO M BBUIEIMTH 8 TIpyml
HacneactBeHHbIX JICT: HaciencTBeHHbIE KOJUIAr€HONATHH, HACIIEACTBEHHBIC (PUOPHILITMHOMATHH,
HACJIe/ICTBEHHbIE  3JIaCTUHONATHH,  HACNEJCTBEHHble  (QUOyJIMHONATHM,  HACJIEJCTBEHHBIE
JJAMUHOIIaTUH, HACJIEICTBEHHbIE TPOMOOCIOH/IMHONATHUH, HACIIEICTBEHHbIE TPOTEOrIMKAHONATHH,
HacneactBeHHble JICT, 00yciioBieHHble MyTallUsIMU B TeHaX (puOpoOi1acTHBIX (pakTopoB pocra.

Cungpom Onepca-/lannoca BblAenseTcs HapylIEHUSIMU B (OPMHUPOBAHUHU KOJIIAr€HOBBIX
cTpyKTyp. OCHOBHOM IreHeTHUEeCKUl 1e()eKT CBsI3aH ¢ YMEHBIIEHUEM aKTUBHOCTU (epMEHTA JIU3UH-
THJIPOKCHIIA3hl U3-3a MyTanuii B reae PLOD1.

Cunapom Mapdana - reHeTnueckoe 3a00J€BaHUE COEIUHUTENBHOM TKAaHU, BBI3bIBAIOILEE
POOJIEMEBI ¢ cepalieM, KOCTSIMH, IJIa3aMu, n3-3a MmyTaruii B rene FBN1.

Cunapom IInpunruena-I'onnbepra - 53KCTpeMaiabHO pEIKMA TE€HETHYECKMH HEIyr ¢
MIPESKICBPEMEHHBIM CPAIlICHHEM YEPEeITHBIX MIBOB. 3a00ieBaHKe BBI3bIBAIOT MyTanuu B rere SKI.

Cunapom buiica - peakoe HaclieACTBEHHOE HapyllIeHUE, aHaJIOrMYHOe CHHApoMy Mapdana,

BbI3BaHHOE JieekToM reHa FBN2. On xapakTepusyeTcs CycTaBHBIMH KOHTPAKTYPaMH, YHUKAIbHOU
CTPYKTYpOIl cKeneTa u «MATBIMI» yiiamMu. MyTarnuu MoryT Bo3HuKaTh De Novo.
Cungpom  Beilnga-Mapke3saHu —  9KCTpEeMaJIbHO  PEAKOE TIE€HETHYECKOe  paccTpOMCTBO
COCUHUTEIIBHBIX TKAHEH, MPOSBIAIOLIEECS MajblM POCTOM, KPAaTKONAJbOCTBIO, OTPaHMYEHHOU
MOJIBFOKHOCTBIO CYyCTaBOB. 3a0oJieBaHne BbI3BaHO MyTanusmu B reHax ADAMTS10, FBN1, LTBP2
u ADAMTSL17. YacroTa coctaBnser A0 9 cayyaeB Ha MIJIJTMOH HaCellCHUSI.

CunnmpoMm Bunbsimca - HacnmencTBeHHOe 3aboneBanme u3-3a motepu 1,5-1,8 muH map
Hykieotu7oB Ha 7011.23 xpomocome. XapakTepusyeTcss YHUKAIbHBIMU 4YepTamMH JIUIA
("snbduiickoe mUIO"), YMCTBEHHOW OTCTAJlOCTHIO, MpPOOIEMaMH B PAa3BUTHH, XOPOIIEH Peublo U
MY3BIKaJIbHOCTBIO, THUIEpPKAJIbIIMEMUEH, BBI3BAaHHOM OTCYTCTBHMEM reHa KaibluuTtoHnHa CGRP,
yXyJlIasi IPOTHO3 3a CYET OCIIOKHEHUH.

M3y4yeHne TEHOKONMI JUCTUCTOTE€HE3a COECIUHUTENIBHOM TKAHU SBJISETCS  BaKHBIM
HaIlpaBJIEHUEM COBPEMEHHOW MOJIEKYJIIpHOM reHeTukd. I'maBHasg npuunHa Hapymenud npu JCT
CBsI3aHa C TEHETHUYECKUMHU MYTalUsIMU, KOTOPbIE MOTYT OBITh BBISIBJICHBI C TOMOIIBIO COBPEMEHHBIX
MeTonuk, Takux kak I[ILIP c¢ ¢ayopecueHTHbIME MeTKaMu. DTO MO3BOJISIET HE TOJIBKO TOYHO
JMAarHOCTHUPOBATh COCTOSIHME, HO M pa3paboTaTh COOTBETCTBYIOLIUE CTPATETHH JICUEHUS, a TaKKe
MPEIOCTaBUTh KOHCYJbTAlUM IO TE€HETHMYECKUM pHUCKaM Juisi ceMmei manueHtoB. Kaxpoe us
3a00JIeBaHUH CBSI3aHO C ONPECICHHBIMU MYTAI[UsIMU B T€HAX U MPOSBISAETCA YHUKAIbHBIM HAa0OpOM
KJIMHUYECKUX MTPU3HAKOB, UTO TpeOyeT MHIMBUYaIbHOTO MTOAX0/1a B JUArHOCTHUKE U JICUEHUH.
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