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KoHdepeHUMA No opdaHHbIM U AeTCKUM E H. A6yo, MA T’O”b"akae E.B. Hazaesa
SHOOKPUHHBIM 3a60neBaHNAM r HLI ?F bY ((HauQOHaanblu yeduuu:-:_cxuu ucgnedqeameanKuu ueHmp 3HOookpuHoso2uu» MuH3dpaea Poccuu, 2. Mockea
IHpoKpuHHan opdaHeTHKA: | CMH,U,POM PE3|/|CTEHTHOCTV| K TMPEOMﬂHblM FTOPMOHAM OBYCIOBJEHHbIU
AOCTUXXEHUS U NepCcneKTUBbI | _ MyTAUMEVl I'EHA THRA OHMCAHME KIMHUYECKOI'O CITYHAA

BBEOEHUE

CnHOPOM pPEe3UCTEHTHOCTU K TUpeouaHbiM ropmoHam (CPTI) obycnoBneHHbin myTaumen reHa THRA — pegkunm reHeTUu4eckmn CUHOPOM C ayTOCOMHO-AOMMHAHTHbIM TUMNOM HacrnegoBaHUA, XapaKTepusyroLlMncs
CHMXEHUEM YYBCTBUTENLHOCTU TKAHEU-MULLEHEW K ropmoHam wwmutoBuaHon xenesbl (LX), Ero pacnpoctpaHeHHOCTb cocTtaBndeTr meHee 1. 1000000. lMpu poxaeHun obpallatoT Ha ceba BHMMAHWE Knaccudeckue
NpU3HaKM r’MNoTUpeos3a ogHaKo, Npu npoBedeHnn HeoHaTanbHOIo CKPUHWHIa BbidBNAeTCcAa HopManbHbIM ypoBeHb T 1T. V/IMEHHO noaToMy, AMarHOCTUKa AAaHHOro CUMHApPOMa KpauHe 3aTpygHeHa M 3a4acTyio guMarHo3 He
cTaBuUTCA BoBCce. B gaHHOM KnnHMYeckom crnydae paccmaTtpuBaetca nauneHtka ¢ CPTI, obycnoBneHHbIM MyTaunen B reHe THRA.
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PE3YJIbTATDI

[TaumeHTka A. rocnutanusnposaHa B PIbBY «HMWLU sHookpuHonormm» B BO3pacTe 7/ feT C xanobamu Ha 3adepXXKy MNCUXOMOTOPHOro pa3BUTUA, 3arnopbl U CHMXEHWE YypoBHSA remornobuHa. C paHHero Bo3pacTta
HabrnogaeTcs ¢ 3a0epXXKOU NMCUxXoMoTopHoro passutmnsa. C 8 mecsdueB HEOOHOKPATHO BbISIBIIEH CHUXKEHHbLIN YPOBEHb remornobuHa. ['lo aTomy noBoay nNpoBoaAUIiocb o0bcrneaoBaHNE NO MECTY XUTENbCTBA — UCKIMOYEHA
AHemusa [lanmoHaa-bnekdeHa, onpeaeneH HopMmarnbHbIN XeHcKkK kKapunoTtun (46 XX). B 1.5 roga BnepBble KOHCYNbTUPOBaHA 3HAOKPUHOIOMOM: 3anogo3peH BPOXAEHHbIN rnnotupeos. OagHako, yYnTtbiBasg HE3HAYUTENBLHO
CHMXeHHbIN cBT4 (9.83 nmonb/n) npn HopmanbHOM ypoBHe TTI (2.81 mkME/mMn), a Takke otcytctBue nsmeHeHunn npun ¥Y3U LXK coctoaHme pacueHeHo Kak gepumunTt noga, no NoBoAy KOTOPOro rnosfydvyana npenaparhl
Kanusa wunoauaa Kypcamu. B Bo3pacte 2.9 neT KOHcynbTuUpoBaHa reHeTukom. [locrne wuckniovyeHust HacrneaCTBEHHbLIX CUHOPOMOB MHOXECTBEHHbLIX MMOPOKOB pPa3BUTUA, NM3OCOMHbLIX OOMNE3HEN HAKOMSEHUS W
MUKpOOENSLNOHHON XPOMOCOMHOW MaTosfiorMnm npoBeaeHo MNOSMHO3K30OMHOE CEKBEHUPOBaHME, MPU KOTOPOM BbIABNEHa reteposurotHass mytaums reHa THRA ¢.1190dupT B 9 3k3oHe. [lpn obcnenoBaHun no MecCTy
XUTENLCTBY B BO3pacTte 6.7 neTt obHapyXeHO aHOManbHoe cooTHoweHne cBT4 (8.17 nmonbk/n) n ¢T3 (7.63 nmonbk/n) npn HopmanbHoM ypoBHe TTI (2.7 mKkME/mMn). HecmoTps Ha noBbILWWEHHBIN YpOBEHb CBT3
MHUUMNPOBaHAa Tepanusa NeBOTUPOKCUHOM HaTpus B Ao3e 25 mMkr/cyT. [1pyn 0ObEKTUBHOM OCMOTPE B HalUeEM LIEHTPE OTMEYEHO MHOXECTBO DEHOTUMUYECKNX OCODEHHOCTEN, a TaKkKe BbIABMEH HOPManbHbIU YpoBEHb TTT
npun cHMxXeHHoM cBT4 n BblcokOM cBT3. YuuTtbiBasd AaHHble aHaMHe3a, eHOTUNnYeckme ocobeHHOCTN U pel3yrbTaTbl MOJIEKYNSAPHO-FrEHETUYECKOro UccneaoBaHna amarHo3s « CMHOPOM PE3NCTEHTHOCTU K TUPEOUOHbLIM
ropMmoHam, reteposumrotHada mytauma reHa THRA ¢.1190dupT B 9 3K30He, aHEMUA NETKON CTEMNEHN TAXKECTU» COMHEHUN He Bbi3biBan. B oTaoeneHmnm cytoyHasa gosa NeBOTUPOKCMHA HaTpus yBenundeHa o 37.5 MKr/cyT, Ha
dooHe KOTOpOoWu, CO CIOB MaTePU, OTMEYAETCH yIydlleHne obLEero n coMmaTu4eckoro COCToOAHUA.

3AKJ'I I-O‘—IEHI/IE

OnncaHHbIN KIMTUHUYECKUN Ccryvyan OeMOHCTPUpyeT HeobXoAMMOCTb TulaTeNibHOro obcnenoBaHuUst OETEN C KIUHUYECKUMU MPU3HAKaAMU TUNOTUPEO3a B
paHHEM BO3pacTe, B TOM 4ucre npu HopmanbHOM ypoBHe TTI, a Takke paHHEM NpoBedeHNN MOJIEKYNAPHO-TEeHETUYECKOro uccrneaoBaHna ans UCKNioYeHns
reHeTUu4YeCcKnx oopm rmnoTnpeonaa.
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