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AwvcreHesua roHag npu myTtauum reHa SF1
F60Y BI10O Capamosckuli FTMY um. B.U. Pazymosckozo MuH30pasa Poccuu, kagpedpa nponedesmuku 0emcKux 6oae3Hel, 0emckoli 3HOOKpUHOaA02UU U
duabemonozuu

OnddepeHumpoBka  TecTMKyna w3 6GUNOTEHUMANbHOW  TFOHagbl  KOHTPO/AMPYETCA  LUefblM  PALOM  ayTOCOMHbIX  FEeHOB,
3KCMpeccupyowmuxcsa B NepBUYHON roHaze ¢ 3 no 8 Heaenn ambpuoreHesa A0 Havana akcnpeccum SRY — 0OCHOBHOTO reHa, onpeaenstoLLero
dbopmupoBaHue TecTukyna. SF1 - TPaHCKPUMLUMOHHBIN aKTUBATOP FeHOB, KOHTPOMPYIOLWMX Pa3nyHble 3Tanbl OBUMOCUHTE3a CTEPOUAHBIX
rOPMOHOB B HagnoyeyHMKax u B roHagax. B KMAB noctynuna gesoyka, 1r 9 mecaua, ¢ »kanobamu Ha HenpasuIbHOE CTPOEHMUE HaPYKHbIX
nonosbix opraHos (HMNO).

U3 aHamHesa: HenpasuibHoe cTpoeHue HIMO OTMEYEHO C PONKAEHMUA, FOHaAbl He NasbnupoBanucb. PebeHOK 3aperncTpupoBaH B
YKEHCKOM mnacnopTtHom nosie. B 6 mecAueB nposeaeHO KapuoTunupoBaHue — 46, XY. YcTaHoBneH pguarHos: 46, XY HapyweHue
dopmupoBaHua nona. AucreHesma roHag,. Status localis: HNO umetoT uHTepceKcyanbHoe cTpoeHune. Knutopodannoc aamHon 1,5 cm.
KaBepHO3Hble Tena pas3BuTbl Naoxo. Bupuausauus Il ctenedn no Mpagepy. SlabvockpaTanbHble CKAAAKM MOAHOCTbIO paclLiensieHbl, B
NpaBoi CKNagKe NanbMUMpyeTcs AWYKO 31acCTUYECKOM KOHCUCTEHUMM, 06bémom 1ma. MpomexkHOCTHaa runocnaaua. FoOpMOHasbHBbIN
npoounb: TectoctepoH < 0,3 HMonb/n, ®CI 12,9 mEn, /I 0,23 mE/n. MNpoba ¢ XM'Y otpuuatensHas: TectoctepoH 0,9 HMonb/a. Y3
reHUTaNuiA: Cc/ieBa B NaxoBol 06/1acT B MPOEKUMU MAXOBOro KaHana 0b6pasoBaHMI MOXOMKMX Ha AWMYKO He BbisiBAeHO. B manom Tasy
06pa3oBaHMe NOXOXee Ha PyAMMEHTapHylo mMaTtKy. B ycnosuax AYO nposegeHa onepauma: OeMUHUM3UPYIOLWLAA NAACTUKA HapysKHbIX
NoNoBbIX OPraHoB. Pe3ynbTaT mopdonornyeckoro uccaefoBaHWA: CTPOMA AMYKA HepaBHOMEpPHO ¢GMBPO3MpoBaHa, C BbIParKEHHbIMU
OMCTPOOUYECKUMMU  UBMEHEHUAMMU. BAU3KO K TKaHUM AMYKA NPUAENKUT NONOCOBUAHbLIA YY4aCTOK, OTAANEHHO HaNOMWMHAOLWMMI
$16PO3MPOBaHHYIO CTPOMY KOPKOBOFO C/0A AWYHMKA. 34€eCb e, Cpedm CKOMJIEHUA MOSIHOKPOBHbIX COCYA0B, MMEETCA CTEHKa Pe3Ko
CY’KEHHOro NpoToKa. BepoaTHee Bcero ¢parmeHT maTouyHon Tpybbl. [MarHos: 46, XY HapyweHune popmunpoBaHua nona. ucreHesuns roHas.
[eBo4Ke NpoBeAeHO CeKBeHMpOBaHMe reHa SRY- myTauuu He oBHapy)KeHOo, nocse 3Toro cekseHuposanu SF1 - geneums c.256delA //
p.Arg89GlyfsX17, Bbi3blBaloWasn CABUI PaMKK CUUTLIBAHWA U NpexaeBpeMeHHoe noasaeHne cTon-KogoHa. KomnnekcHoe obcnenosaHue,
mopdonormyeckan n monekynapHaa BepuodUuKaLuma AMarHo3a NO3BONAET ONPEAEINTb KEHCKMIN NON BOCNUTAHWUA pebeHKa U NporHo3 ans
OanbHelLero pasBnTUA pPenpoayKTUBHOM CUCTEMBI.

Kniouesble cnosa
HapyweHue GopmMpoBaHUA Nona, reH SF1
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