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CUHAPOM ABUTATEABHBLIX HAPYIIIEHUN, COUYETAIOIIUNCSH
C KOTHUTUBHBIM AE®PUIIUTOM U SITUAEIICUEN: AMATHOCTUKA

CUHAPOMA AEOUIINTA BEAKA-TPAHCITOPTEPA TAIOKO3bI GluT1 B ITHC

ITBY3 Mopo30BCKast AETCKast FTOPOACKAs KAMHUYecKast 60AbHAIA A3 I. MOCKBHI;

2rapeppa HEBPOAOTUH, HEUPOXUPYPIUU U HEMPOTEHETUKHY IepAuaTpudeckoro gakyasrera [BOY BITO PHUMY

um. H.W. TTuporosa M3 P®; 3MearKO-reHeTUIeCKuil HayIHBIN [eHTP, AaG0OPaTOPHst HACACACTBEHHLIX 6OAe3HEelN 0OMeHa;

4kadeppa muranus TBOY BITO PMATTIO M3 PO, Mocksa

B nmoBcenHeBHOI KINHUYECKOI MPAKTHKE HEPEIKO BCTPEYAIOTCA CIydYal HEBPOJIOTHYECKUX 3a00JeBaHUI
y ZeTeli, BKIYAIOINX B CBOIl CHMIITOMOKOMJIEKC ABUTATEJIbHbIE HAPYNIeHNs, KOTHUTUBHBINH qe(UIUT 1
snmwientTuyeckue npucrynsl. QueHs 4acTo mogo0HbIe Ciyyan HAOJIIOIAI0TCA HEBPOJOTaMy U IeIuaTPaAMK
110/ MaCKOM PAa3JIMYHBIX IMATHO30B M OTHOIIEHNE K HUM He IlepecMaTPUBAETCH ajKe TOraa, KOraa ¢ Tede-
HUEM BPeMEeHHM MOABJISIOTCS CHMIITOMBI, CTABSIIME [0/ COMHEHNE IePBOHAYAIbHOE 3aKjIoueHue. B nannoit
paboTe MPUBOAUTCA KIUHUYECKHUI CIIydaii, B KOTOPOM C YI€TOM KOMILIEKCHOTO aHAJIN3a OBLJI0 MOCTABJIECHO
O]l COMHEHUE HAaJnuyue y peGeHKa TUAaTHOCTHPOBAHHOTO paHee 3a00/1eBaHNS U BepU(PUIINPOBAHO 3a00.1e-
BaHNe U3 IPYINIBI HapyLIeHuil 6oJie3Hell ooMmeHa — medunur 6enka-nmepenocuunra GluT1 s ITHC.
Knwouesvie cnosa: cundpom 08uzamesibHblX HAPYULEHUIL, INUJLENCUL, KOZHUMUBHbLIL depuyum, Haced-
cmeernHbvle 6one3HU 00Mena, Oepexm mpancnopma 2awkosvt, GluT1, kemozennasa duema.

In everyday clinical practice quite often there are cases of child neurological diseases which include
movemental disturbance, cognitive deficiency and epileptic seizures. Very frequently such cases are
studied by neurologists and pediatricians under the mask of other diagnoses and once made conclusion
not revises even when new contradicting symptoms occure. In this article presented the clinical case in
which due to complex analyse previously diagnosed disease had been prejudiced and disease from group
of metabolism disorders was diagnosed.

Key words: movemental disturbance syndrome, epilepsy, cognitive deficiency, hereditary metabolism dis-
orders, defect of glucose transport, Glutl, ketogenic diet.

B HOBCG,IIHeBHOﬁ KJIMHUYECKON IIPDAKTUKE HepearKo I'PeANEeHTHOCTh TeUEeHUA 6osesnu. Bce 9TO MOXKeT BeCcTH K



LiIaeayeT OorMmeTuTb, 4TO HAaCTOAITNUM RJIMHUYECKUM IIPDM-
MepPOM MBI XOTeJIU IIPOI€MOHCTPUPOBATH COBPEMEHHBIE BO3-
MOJKHOCTHU Tepalluu JaHHOTO 3a0oeBaHUs. BmecTe ¢ TeM Ha
CeroJHs MMEIOTCA JOoKasaTeJbHble HayJYHbIe MCCJIeJOBAHNIA

D OIIpEeACJIEHHbIX RINMHUYECKNUX CUTyallUAX BOSMOMsHO pac-
CMOTPEHME BOIIPOCa O AOIMOJHUTEIbHOI HEHPOTPOPUUECKOIL
Tepanuu IepedpoIn3uHOM.

JINTEPATYPA

1. TuarHOCTHKA U JIeUeHUE HACJIEeACTBEHHBIX 3a00JeBaHUN
HePBHOM cucTeMbl y gereit: Pykosoactso. Ilog pen. B.II. 3sikoBa.
M.: Tpuaga-X, 2008.

2. Batuukx AIIl., Yypunos JI.II1. OcuoBel naroxumuu. CII6.:
3JIBH, 2000.

3. http://kpdbio.ru/mod/resource/view.php?id=735 (zara
obparmenus 31.03.13)

4. De Vivo DC, Trifiletti RR, Jacobson RI, et al. Defective
glucose transport across the blood-brain barrier as a cause of
persistent hypoglycorrhachia, seizures, and developmental delay.
N. Engl. J. Med. 1991; 325 (10): 703—-709.

5. Leen WG, Klepper J, Verbeek MM, et al. Glucose trans-
porter-1 deficiency syndrome: the expanding clinical and genetic
spectrum of a treatable disorder. Brain. 2010; 133 (3): 655—-670.

6. Klepper Jorg, Volkher Engelbrecht, Hans Scheffer, et al.
GLUT1 deficiency with delayed myelination responding to
ketogenic diet. Pediatric Neurology. 2007; 37 (2): 130—-133.

7. Windisch M, Piswanger A. In vitro effects of peptide
derivates and extracts from calf blood on the oxidative metabolism
of brain, liver and heart muscle homogenates of the rat. Drug
Res. 1985; 35: 87-89.

8. Boado RJ. Amplification of blood-brain barrier GLUT1
glucose transporter gene expression by brain-derived peptides.
Neurosci. Res. 2001; 40 (4): 337-342.

9. Boado RJ. Brain—derived peptides regulate the steady
state levels and increase stability of the blood—brain barrier
GLUT1 glucose transporter mRNA. Neurosci. Lett. 1995; 197
(3): 179-182.






