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[InarHocTUYeCKM NOUCK U ONbIT BeAeHUSA NaumeHTa ¢ HeoHaTanbHbIM caxapHbIM AnadeTom

BBEONEHUWE

MATEPWUAIJIbl W METODbI

[TaumeHTtka [. 15.08.2013 roga poxaeHus noctynumna B oTAdefieHne 3JHAoKpuHonorum [bY3
COOKB vm. H.H. MiBaHOBOUM B Bo3pacTe 2 MmecsueB 6 agHen ¢ anarHo3om:. CaxapHbiu anadet (CL)
1 TWN, TAXenblW, BnepBble BbiIABIIeHHbIN. MeTtabonunyeckaa paekomneHcauusa. KeTtos.
BHyTpunyTpOoOHasa untomeranoBupycHasa nHdgekuma, reHepanusoBaHHasa popma.

IlaHHble obcnepoBaHuA:. [lpn nepBMyHOU rocnuTanm3aumm ObiNM  BbISIBIIEHbI HEBbLICOKME
3HadyeHuns C-nentuga, oTpuUaTtenbHble aHTUTena K rnotamataekapbokcunase (GAD).
[ MMKMpOBaHHbLIN reMornobuH - 6,6%. [LP k untomeranosupycy - nonoXxntenbHas.

TakTuka BegeHus. [lepBnYHO, yunTbIBAs KETO3 (KETOHbI 2,8 MMm/n), rmneprinvkemuto go 28,0 mm/n
Oblna Ha3HavyeHa MHcynuHoTepanua npenapatamu: Jlesemup (detemup) 2,5 EL1 B CyTKU;
HosoPanug (Acnapt) no 0,5 El Ha kopMmneHne. Takke geBoYka rnonydyana NpoTUBOBUPYCHYIO
Tepanuio HeounToTeEKTOM, Ha POHE Yero yaanocb OTMEHUTb NpaHananbHbI MHCYNWH, HO
6a3arnbHbIV MHCYIUH CHU3NTL He yaanoch.

BbinncaHa Ha rimukemun 5-10,0 mm/n ¢ pekomeHgaunen NnpogomknTb NHCYNMMHOTEPANUIO
INeBemunpom B cyToyHoU go3se 2,5 EL1 B aBa npuema. 'lpu runeprnmkeMmm cutyauMoHHO NMOAKOSIKU
MHCYNMHOBOIoO aHanora ynbTPpakopoTKOro A4enucTBUS.

OunHamnyeckoe HabnwogeHue. JlabopaTtopHble nokasatenu B AuHamMuke (4epe3 1 mMecsu):
[ MIMKMPOBAHHbLIN remornodbuH - 7,7%, C-nentng cHusunca, aHtutena Kk GAD - oTpuuaTtenbHble.
YuuTtbiBasi Bo3pacT pebeHka, Hanmyme reHepanm3oBaHHON LIMTOMEranoBupycHou MHQeKL MM BCTarn
BOMNPOC O Npupoae caxapHoro agnabera.

OnarHoctuyeckum nouck. B pamkax nporpammbl AnbdadHO0 KpoBb pebeHka Oblna oTnpaBrieHa
Ha napannenbHOe cekBeHMpoBaHUe. [1aHenb: MOHOreHHble oopMbl AnabeTta, rMNEPUHCYNINHN3M.

Pe3ynbTaTbl reHeTU4YeCKOro obcnepoBaHusa. BoisBrnieHa retepo3mrotHas myrtaums p.E178A B
reHe PDX1(MIM#600733, (pedepeHcHaa nocnepoBaTtenibHocTb NM 000209). [laHHaa myTtauus
paHee Oblfla He onumcaHa, ogHaKO roMO3UroTHad MyTauua B TOM XXe KoAOHe accoumnpoBaHa C
HeoHaTarnbHbIM CLl. KpoBb pebeHka Obifia B3ATa B NpAMOEe CEKBEHUPOBaHME.

B 2018 roay nonydeHbl pe3ynbTaTbl NPAMOro CeKBeHUMPOBaHUA reHa WHCYNuUHa. bbinn
NPOCEKBEHUPOBAHbI obnactn B rMybuHe WHTPOHA reHa WHCYNMHa (9K30Hbl 1-3, WHTPOHHLIE
obnactn). PedepeHcHaa nocnepgoBaTtenbHocTb NCBI: NM 000207.2. B wHTpoHe 2 BbiABNEH
reepo3nroTHeln  BapmaHT C€.188-31G>A(rs797045623). OnybnukoBaHbl 3KCNepUMeEHTanbHbIE
OaHHble, CBUOETENbLCTBYOLME O BO3SMOXHOM BIMUAHUM OAHHOW 3aMeHbl Ha npouecc chniancuHra,
npuBoAsALLEN K HapyLleHUo oyHKUMKM reHa uHcynuHa (Garin et al. Permanent neonatal diabetes
caused by creation of an ectopic splice site witin the INS gene.PL0oS One. 2012; 7e29205).

C 2016 roga neBoYKa HaxoamTcd HaA NoMnoBOoU nHevinHotepanun. CvtoyHag no3a nHevnmHa 40

C 2013 roga Ha Tepputopun PO peuncteyet nporpamma AnbdadHao. [daHHaa nporpamma BKM4YaeT B cebsd BO3MOXXHOCTb
NnpoBeaeHNA reHeTUYeCKNX nuccrnegoBaHUn ang Bepmnunkaumm gmnarHosa n onpegeneHna TakTukn BeaeHna naumeHTa.
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