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BeBegeHue. B HacTosLlee Bpema OTMeYaeTcs pocT
nauMeHToB C M36bITKOM Maccbl Tena W
OXMPEHMEM, CTPAAAIOLWMX CaXxapHbIM AMabeTom
1 Tmna. Ocobble TpyaHOCTM B BepuUdUKaLUKM TMna
Avabeta Bo3HMKaloT B AebioTe 3abonesaHus y
neTen MU MNoAPOCTKOB C  KpalHEW CTeneHblo
OXKMpPEHUS.

aHaAn3
N2003/y,

Matepuanbl M meToAbl: NpoBeAeH
OaHHbIX dopmbl Nel112/y 7
NpeaCcTaBieH KAMHUYECKUI CyHan.

AHaMHe3 }KM3HU: ManbyunK OT 4 BepeMeHHOCTH,
npoTeKkaBwel Ha GOHe Yyrposbl npepbiBaHUS
b6epemeHHocT, B 18 u 30 Hegenb. Pogbl 2
CpouHble, dusnonornyeckme. Bec npu porgeHun
3700, anvHa Tena 52. Mo Anrap 8/8. PaHHee
MOTOPHOE pasBUTME C 33a[4EPKKOW: T0N0BY
OEPXUT € 4 mecALEB, CUANUT C 8 MeCALEB, XOOMUT C
1 rogpa 7 mecaueB. C paHHero BoO3pacTa
Hab/logaeTca HEBPOIOrOM C AMarHo3om - pybas
3a4epPrKKa NCUX0-peYveBoro passutma. Hapywexune
®YHKUMM NONOBbIX OPraHOB. JHype3, 3HKOoMpes.
MNpoxoauT Kypcbl HeWpopeabunutaumm. W3
COMYTCTBYHOLLMX 3abosieBaHuUl - NAOCKO-
BaNbrycHaa aepopmauma cTon, Basibryc KONEeHHbIX
CYCTaBOB, pacxogsdlleeca Kocornaasue. B
BO3pacTe 6 NeT AMAarHoOCTMPOBAHO XPOMOCOMHOE
3aboneBaHue.

HacnepcrBeHHOCTb: No 3H,D,OKpMHHOl71 natosornun
HEe OTArouwLeHa.

e Moarysosa E.1HO. CryaeHTKa negmatpuyeckoro ¢pakynbreta, 605 rpynnbl
demaHeHko A.H. Hay4yHbIn pyKOBOAUTENDb, AOLEHT Kadpeapbl roCnUTabHON NegmaTpmmn ¢ Kypcom HeoHaTosnormm ®AM0, K.Mm.H

TeueHue caxapHoro guabera 1 Tuna Ha poHe mopbmnaHOro oxKupeHums.

AHamHe3 3aboneBaHuA. M3ObITOK maccbl Tena y pebeHKa C paHHero Bo3pacTa,
CBA3aH C HepauMOoHaNbHbIM MUTAHUEM, OCOBEHHOCTAMM MULLEBOrO MOBEAEHMA,
rmnogmMHammen. Bnepsble KOHCYNbTUPOBAH AETCKMM 3HOOKPUMHOIOTOM B BO3pacTe
10 neTt, 6blA YCTAaHOBNEH ANATHO3 - OXKUPEHMe 4 CcTeneHU CMeLIaHHOro reHesa (sds
UMT + 4,72), BbicoKopocnoctb (sds pocta + 3.36), M3MEHeHMe CTPYKTypbl
LWMTOBUAHOM Xenesbl. MKeMUA Ha ocMoTpe - 6,8 MMOAb/A. B guHaMMUKe ManbUnK
ONETY N PEXMUM NMUTaHUA He cobntogan, oaHako Yepes 10 mecALEeB CTan Xy4eTb: 3a
mecay noxyaen ot 108 4o 92 Kr, NoABMAOCL Y4YalWEHHOE moyencnyckanue. Mpu
NPOXOXAEHUN MNAHOBOrO HEBPOJOTMYECKoro obcnegoBaHWa - rankemua 17
MMOJIb/N, B CBA3W C yem Obln mepeBegeH B NpPoduUAbHOE OTAE/NeHWe, rae npu
MOCTYN/IeHUMU rAnKkemma 22,55 mmonb/n, HBA1c-13,6%. Mpu 06beKTMBHOM OCMOTpE:
pocT 164 cm, Bec 92 kr, sds UMT + 4,08, sds pocta + 3,05 curmbl. KoXXHble NOKPOBbI
06bIMHON OKPACKWM, YMEPEHHOM BAAXKHOCTWU, rMnepemusa B Maxy C $ectoHYaTbim
KpaeM Ha NneBoW KucT, agedopmauusa 6O/bLIOTO HOITA nog Koxy. Muposas
K/eTyaTka pa3BuUTa M3ObITOYHO, pacnpegesieHa paBHOMepHo. Po3oBble cTpuu Ha
OOKOBbIX MOBEPXHOCTU TY/N0BULLA, *KMBOTE, BEApPAxX, MOAKONEHHOW 06/1acTn, A3bIK
BNAXHbIA YMEpeHHO 0610KeH 6enbiM HanéTom, 3amax aueToHa B BblAbIXaeMoM
BO34yxe Mpu moctynaeHuun. LLuToBuAaHaA XKenesa npu Manbnauum He yBennYeHa.
MaArko-anactnyeckoir KoHcucteHuuu, 6e3bonesHeHHa. [lonoBoe passuTMe no
TaHepy - Pbl G1. [bixaHWe 4Yepe3 Be3UKyAspHOe AplxaHwe, xpunos Het. YA
22/MWH. ToHbI cepala npuraylieHbl, putMmuyHble YCC 81 yaapos B MUHYTY. Kusot
MATKNIM, 6e360/1e3HeHHbIN. DHypes3, 3HKonpes. YuuTbiBad HaauuMe MopbuaHoro
OXUpeHua, nposogunacb AMd.ANarHOCTUKA caxapHoro auvabeta 1 u 2 Tuna. Mpwu
06cnefoBaHMM Y NauMeHTa bblaun BbisiBNAeHbl AT K 6eTa-KneTkam, HU3KUIM ypoBeHb C-
nentuga. bbin ycTaHoBneH AauarHo3: CaxapHblii amaber 1 Twn, Bnepsble
BblfiB/IeHHbIW. KeTo3. B oTgeneHWM nonyyan neyeHWe COMMAcHO KAMHUYECKUX
pekoMmeHaauni. Mpu BbinMcKe pekomeHaoBaHa pgueta Ne 9, cbanaHcMpoBaHHOE U
paunoHanbHOE MUTaHWE C OrpaHMYEHMEM IerkoyCBaMBaeMbIX Yr1eBOA0B, NOACHET
XE, po3vpoBaHHble ¢u13. Harpysku, 6asucHo-6o0s0CHAA WHCyAMHOTEpanuAa U3
pacyeta 0,5 EA/kr (HoBopanua u Tpecnba), perynspHblii CAMOKOHTPOAb FIMKEMUN.
B panvHelwem npu peryaapHom HabaogeHUM 3HAOKPUHONOMOM YA3N0Ch A06UTbCA
KOMNEeHcaLumMn yrneBogHoro obmeHa no rMKMPOBAaHHOMY FemMOornobuHy, oaHaKo Yy
MaLuMeHTa COXPAHAETCA BbIPaXKEHHbIN M3ObLITOK Maccbl Tena, COOTBETCTBYHOLLUN
OXUpeHUto 31 cTeneHn (KAMHMYECKMe NoKasaTenu B AMHaMUKe npeacTassieHbl Ha
rnabuke)

3aKl04eHue: Mbl NPOAEMOHCTPUPOBAM AEe6IOT CaxapHOro
AvabeTa 1 Tmna Ha poHe MopPbMAHOTO OXKMUPEHUA U ETO
XapaKTep TeYEHUA B AMHAMMKE. JaHHbIA KAMHUYECKUIA CayYald
MOKa3bIBAET, YTO BEPUPMKALMA HO30/10TMYECKON GOPMBI
caxapHoro avabeTa MMeeT pellatoLLee 3HaYeHne B Bbibope
NpaBUAbHOM TepaneBTUYECKOWM TAKTUKM M YCMELIHOW
KomneHcaumm 3abonesaHus.



