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pa3BuUTUA
r60OY BMO Capamosckuili TMY um. B.U. Pasymosckozo MuH3dpasa Poccuu

Llenb: onpeaenunts BPoXKAEHHbIE GOPMbI TMMOrOHAAOTPOHONO FMMNOrOHaAM3Ma Y NALMEHTOB C NATONIOTUEN Pa3BUTUA NOJa.

Marepuan u merogbl. MpoBeseH aHann3 obciefoBaHUA 7 NALMEHTOB C NAaTONOMMeEN NOMOBOro0 Pa3BUTUA B BO3pacTe OT 7MecALeB A0
18 net. Ha momeHT obcnesoBaHMA OLEHMBANAMUCL: KOCTHbIM Bo3pacT, SDSpocra. lMpoBeaeHa oOLeHKa MOJIOBOro pasBuTUA. YpoBeHb
rOpMOHOB B CbiBOpoTKe Kposu: JI, ®Cl, TecTocTepoHa. Bcem naupeHTam nNpoBefeH MOJIEKYNAPHO-TEHETUYECKMIA aHain3 MeTo40M
napannenbHOe ceKBeHWpoBaHue, NaHenb custom Ampliseq_HP (runonutyutapusm).

Pe3synbtatbl. Bce naumeHTbl umenun Kapuotun 46, XY. Mpu oueHKke ¢u13nyeckoro passutna nokasarenn SDSpocta [-1;-2] - 2 naumeHTa,
[<-2] - 2 naumeHTa,[>+2] - 1 naumeHT. [BYCTOPOHHUI KPUNTOPXM3M C NAXOBON PeTeHUMen TeCTUKYN - 4 NauMeHTa, y ABOUX U3 HUX Ha
MOMEHT 06cnenoBaHNA bblna NPoBeAeHa opxnonekcmsa, obbem TecTukyn 2 — 3 v’ Y1 nauyeHTa 1r. KpMNTOPXM3M COYETANCA C NAXOBO-
MOLLOHOYHOW TpbiXKer, pacwennHon Teepaoro Heba. Y 3 nayMeHToB - MUKPONeHUs. 3a4epiKKy NOI0BOrO PasBUTUA UMenu 3 NauMeHTa, B
coYeTaHun ¢ aHocmumelt 2 nauuHta 14-16 net. Mpu ropmoHanbHOM 06Cef0BaHNN Yy BCEX MALMEHTOB OTMEYANIUCL Hy/neBble HasasbHble
3HAYEHWA FOHAZOTPOMHbIX TOPMOHOB. CTUMYAALMOHHas Npoba ¢ roHagoMbepnHOM NposedeHa y 5 NauMeHToB nybepTaTHOro BO3pacTa.
Bbibpoc /1T B OTBET Ha CTUMYIALMIO B cpeaHem coctasua 4,45 mMe/mn, ®CI — 8,5 mMe/mn.

KpuTepuamm oTbopa nNauUMEHTOB [ANs TeHETUYECKOro WCCNeAo0BaHWA, SABAAAUCH: 1) K/JMHUYECKME MPU3HAKM  BPOMKAEHHOTO
TMNOroHagM3ma: NaxoBblii KPUMNTOPXM3M, MUKPOMEHUS, COYETAHNE KPUMTOPXM3MA C NMOPOKaMM Pas3BUTUA IMLEBON 061acT1, aHoCMUS; 2)
rOPMOHa/IbHbIE KPWUTEPUMU: HU3KMIA 6Ga3aNbHbli YpPOBEHb TFOHAAOTPOMUHOB; OTCYTCTBME BbIBPOCA rOHAZOTPOMHbLIX FOPMOHOB Ha
CTUMYNALMIO.

B pesynbTate reHeTuyeckoro ob6cneoBaHMA NOJyYEHbl: reTepo3nroTHaa MmyTaums p.S241Y B reHe SPRY4, reTeposuroTtHas mytauma
p.P26l B reHe FGF8, 3 retepo3nrotHble mbiTauumn p.R371H B reHe HS6T1 p.V356L B reHe WDR11, remusnrotHaa mytaums c.1402_1403insTG
B reHe KAL1.

BbiBOAbI:

1) npoBefeHME KOMMIEKCHOTO KAMHUKO-TOPMOHA/bHOTO 06Cnef0BaHMA MALMEHTOB C MaToNOrMel MOMOBOrO PasBUTMS MO3BO/IUIO
onpeaenvTb NOKa3aHUA ANA MONEKYNAPHO-TeHeTUYeckoro obcneoBaHuA;

2) npoBeaeHVWe MONEKYNAPHO-TEHETUYECKUX UCCNEL0BAHUA MNO3BONAO BEPUOULMPOBATL BPOMKAEHHbIE GOPMbI MMNOrOHALOTPOMNHOIO
rMNoroHagn3ama B AeTCKOM BO3pacTe.
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