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PIrbOyY BO Capatosckuu MY um. B. U. PasymoBckoro Munusgpasa Poccuun, CapaTtoB

KITIMHWYECKUN CITYHAU TMNMOXOHOPOMA3UN

BBepneHue. [nnoxoHgponnasna — pegkoe HacrnegcTtBeHHoe 3aboneBaHne un3 rpynnsl MaTtepuanbl M Metoabl. AHanui uctopun 6onesHn mn obcnepgoBaHune nauueHTta, 2012 r.p
XoHaOpoaucnnasun C ayTOCOMHO-AOMWHAHTHbLIM TUNOM HacnegoBaHud, BbINOMHEHO MNOSIHOE CEKBEHMPOBAHWE reHoMa TPUO B MeOUKO-reHeTUYECKOM JlabopaTopum
XapakTtepusytoLleeca HM3KOPOCIOCTLIO, HenponopunoHarnbHbIM  TENOCMOXEHUEM, «OBOreH» npu nopaepkke bnarorBoputenbHoro goHga Meauko-couuanbHbIX FEHETUYEeCKUX
KOHTPAaKTypoOu KPYynNHbIX CYyCTaBOB, aHOManMaMM 4epena, accouunmpoBaHHOE C MNPOEKTOB NOMOLUMN «I eHOM XNU3HUY.

naTtoreHHbiMmn BapnaHtamm reHa FGFRS3.

 Manbuuk, 2012 r.p.

« OT | OepemeHHOCTW, Mama cTpagaeT ncopwasom, HabnwgaeTca y ncuxumatpa C
MHTEenneKkTyanbHON HegoCTaTO4YHOCThLIO

o OTAroweHHbIN akyLepcknm aHamHes (aHemMus, rectos, BarHUT)

* Poawunca B cpok, KC (KpynHbIv nnoa)

 Macca tena npu poxgeHun 4330 r, annHa — 55 cm,

* 3ajeprKka pocTta c 3-4 net

* PesynbTaTtbl 06cnenoBaHus (8 NeT). pPOCT U KOCTHLIW BO3pacT cooTBeTCcTBOBan 4 rogam

* VickntoyeHbl: comaToTponHaa HeaoCTaTOYHOCTb, TMNOroHagn3m, rmMrnoTUpPEeO3

« MPT ronoBHOro mMmo3ra. KapTWHa YMEpPEeHHbIX apaxHouaanbHbIX WU3MEHEHUU
NTIMKBOPOKUCTO3HOIO XapakTepa, KUCTb npo3payvyHou neperopoku,
peTpouepebennsapHon apaxHoungarnbHasa KNCTU, rmnonnasna rmnodpusa’?

 PoauTtenu cpegHero pocTta

« [laHHble ocmoTpa: pocT 123 cm, macca tena 35 kr, SDS pocta -4,2, UMT 23,13 kr/m?,
SDS UMT +2,2 (oxupenue | cteneHun, BO3, 2017)

* YMCTBEHHOE pa3BUTUE COOTBETCTBYET BO3pPAacCTy

 QeHOoTUM: HU3KOPOCNOCTb, LWKUPOKaa nepeHocuua, LWUPOKUA OUNBLTP, CKOLUEHHbIW
noadbopoaoK, KYpPHOCbIM HOC, Oonblive yun, HEenpornopuuoHaribHOE TEerNOCMNOXEHME,
KOPOTKNE KOHEYHOCTU, N3DObITOYHO pa3BMUTasd NOAKOXHO-KMPOBAas KretyaTka

* [lonHoreHomMHoe cekBeHupoBaHue [HK Tpuno: natoreHHbin BapuaHT reHa FGFR3 de [ony4eHo nHopmmpoBaHHOe A0OPOBONBHOE cornacue ot
NoVo 3aKOHHOro NpeacTaBuUTENS Ha MCNONb30BaHME hoToMaTepuarnos.

3akno4yeHne. KnumHnyeckum cnyvyam AeMOHCTpPUpPYET Krnaccuyeckvme CUMNTOMbI runoxoHaponnasmm (HU3KOPOCSOCTb, HenponopuuvoHaribHOe TesrloCrioXXeHue) y nauMmeHTa,
noaTBepPXAeHHON MOJEeKYNAPHO-reHeTU4eCKUM mMeToaAoOM. J3HaHUA KIMHUYECKOU CUMNTOMATUKU runoxoHgponsnasvm Heobxoaumbl ana auddepeHunanbHON OUArHOCTUKU C
axoHapoaucnnasneu, ¢ 3aboneBaHNAMMN 3HAOKPUHHOU CUCTEMbI, MPOABMAAIOLMMUCA HUSKOPOCOCTLIO.
KoHTakTHOEe nuuo: ['ymeHiok Onbra MropesHa
TenedoH: +7 (917)-204-19-55 E-maill:
saroshum@mail.ru



