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NCEBAOIMMMNONAPATUPEO3 Y PEBEHKA
PAHHEIO BO3PACTA

ParnmoBa C.A., AsoBueBa U.A., BarnHa A.A.
HayuHbIn pykoBoguTenb: goueHT A.A. LLleB4eHKO

[MpuBoOMmXCKUIN nccrnegoBaTenbCKUN MEeAULIMHCKUI
yHuBepcuteT Munsapasa Poccun, HuxHuin Hosropoa, Poccus

Knrouesnie criosa: knuHu4eckul criyqal, demu,
aunonapamupeos, duasHoCMuKa

Axmyanvrocme. IlceBporunonaparupeo3 (III'TT) — nacnen-
CTBEHHOE 3a00JIEBaHNE, XapaKTEPU3YIOIleecs KINHUKO-I1a00pa-
TOPHBIMH MPU3HAKAMH THITONIApaTHpe03a Ha (POHE HOPMAITBEHOTO
WY TIOBBIIIEHHOTO COZIEP KaHMs [TapaTrTOPMOHA B KPOBH. AKTyallb-
HOCTb HATOJIOTHHU 3aKJII0YAeTCsl B MOJMMOpQH3ME KINHUYECKUX
nposisiaenuit [II'TI u TpyHOCTAX €ro AMarHOCTUKH.

Onucanue kaunuieckoeo ciyyas. bonpHas A. ot 1-it Gepe-
MEHHOCTH, CPOYHBIX POAOB, Macca Teaa NpH poxjaeHuu 2850 T.
C mepBBIX MecseB y peOéHKa OTMEYAINCh BRICOKHE MPUOaBKU
Macchl Tena. B Bo3pacte 5 mec meBouka Oblia TOCTIMTATU3HPO-
BaHa B OT/EJICHUE PaHHETO BO3pacTa B CBSI3M C 3aJIep>KKOH HEepB-
HO-IICUXHYECKOro pa3BuTHs. IIpu ocMOTpe OTMeYaluch Helo-
CTAaTOYHOE Pa3BUTHE MO3TOBOI YacTH uepemna, OTEK MATKUX TKa-
Hel roJIoBbl, OTCYTCTBHE BO3PACTHBIX HABBIKOB, Macca Tea 16 Kr.
Ipu mabopaTopHOii THAarHOCTHUKE BBISIBICHO MOBBIIICHUE KOHIICH-
tpanuii TupeorpornHoro ropmona (TTI) mo 31,1 MmkME/mi B kpo-
BU. YPOBHHU CBOOOIHOTO THPOKCHHA U aHTUTEN K THPEOTIEPOKCH-
Ja3e B mpezaenax HopMel. [1o JaHHBIM HEOHATaTbHOTO CKPUHHH-
ra 6onsHOHN yposens TTT 4,07 MkME/mn (Hopma o 20 MkME/
ML), YTO UCKJIIOUUIIO BPOXKIEHHBIN runorupeo3. Haznauens! nu-
eTa, ICBOTUPOKCHUH B 03¢ 12,5 MkT. OHako aMOynaTopHO pedé-
HOK TEpaIuio He MMoIydall, BO3PACTHYIO ITHETy He coOonan us-
32 HU3KOH KOMIUIAGHTHOCTH MatepH. [Ipu rocnmranusanuu B BO3-
pacte 1 rox 5 mec macca tena GonbHOI Obuta 26 xr, UMT 33,2
KI/M?%, COXpaHsuICs MOBbILIeHHbIH ypoBerb TTI no 7,17 MkME/
M B kpoBH. Ha doHe perymspHoro npuéma JICBOTHPOKCHHA B yC-
noBuUsAX cranpoHapa yposeHb TTT yBemuuwmics 10 10 MkME/Mi
B KpoBH. [Ipu 3TOM cozpepxaHue napaTupeorTHOro ropMoHa, Kop-
TH30J1a ¥ MHCY/IMHA B TIpefiesax peGepeHCHbIX 3Ha4eHUH. Y YUThI-
Basl HATOJIOTMYECKYI0 NPUOaBKy Macchl Tela, TUIIOTHPEo3, (heHo-
TUNHMYECKHE U3MEHEHUs (OXKUPEHUE, OKPYIVIOE JIHI0, KOPOTKas
1es, OpaxuIaKTHINs), TpyOoe OTCTaBaHuUs OOIbHON B PEUEBOM U
MOTOPHOM pa3BUTHH, IPHUHATO PELICHUE O IPOBEACHUH ITOTHOTO
9K30MHOTO CeKBeHHpOoBaHHs. [10 TaHHBIM 3TOTO aHaMM3a 0OHApY-
JkeHa MyTanus B Tene GNAS, npuBomsmias k pazsuruto [II'T1. B
Bo3pacTe 2 roza 4 Mec JeBouyKa OblIa BHOBb TOCHHUTAIN3UPOBA-
Ha B cTaiuoHnap, macca tena 19 xkr, UMT 24,5 kr/m2. Ipu o6cre-
JIOBaHHH COXPAaHSUICS ITOBHIICHHBIH ypoBeHs TTI 1o 9,2 MkME/
M1 B KpoBH. IIpoBenieHa koppeKuus MuTaHus ¢ y4ToM CyTOYHOM
notpebHOCTH peO&HKa. B Tepamnuu Oblia yBenuueHa J103a JeBO-
THPOKCHHA JI0 25 MKT.

3axnrouenue. Ilpu nogozpennu Ha I1I'TI cnexyer yuutsiBaTh
MOpPOUIHOE OXKUPEHUE, TOIUMOP(U3M KIMHUYECKUX IIPOSIBICHUM
1 JaHHbIE J1abopaTopHOro obcienoBanus. BaxHoe 3HaueHue ume-
€T MOJICKYJIIPHO-TeHeTHYeCcKoe MoATBepkaeHue quarnosa [1ITI.



