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Cungpom gethuyuma mpascnopmepa rnoKo3bl | muna:
KNUHUYecKuil cnyvail
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Aemopbl npedcmaesasiiom YHUKAAbHOE KAUHUYECKOe HaOa0eHue cay1as Hacie0CmeeHHo20 deduyuma mpancnopmepa earokosst I muna,
maxkoice umenyemoeo 6oae3nvio de Bugo. Cunopom degpuyuma mparcnopmepa enrokosot I muna (OMIM: 606 777, ORPHA: 71277) — pedkoe
2eHemuueckoe 3abonesanue, ceszannoe c mymayusmu 6 eene SCL2A, kooupyiowem nepeHoc ea0K03bl yepes eeMamosHyearuteckuti 6aps-
ep. Knunuveckuii cayyail, npusooumbsiii 6 cmamoe, NONOAHSIEM KONUAKY 2eHEMUYECKU 8epUpUUUPOBAHHBIX CUHOPOMOE HAPYUIEHUS MPAH-
cnopma 2K 03bl, RPUEOOSUUX K PA3EUMUI0 NOAUMOPDHBIX HegpooeuuecKux Hapyuteruil. CUHOpom uauye 6ce2o Hacaedyemest aymocomMHo-00-
MUHAHMHbIM RYymeM, 00HAKO U36ECMHbL U pedKue NPpUMepbl AymOoCOMHO-peyeccueHoil nepedaqu. Onucano okoao 500 KaunuuecKux cayvaes
HACMOsAUWEe20 CUHOPOMA, XOMS1, NO MHEHUIO PA3HBIX AGMOPO8, HUCAO KAUHUHECKU 8ePUDUUUPOBAHHBIX CAYHAEE, He NOOMBEPIHCOCHHBIX 2eHe-
MU"ecKUM UCCAe008aHUEM, 3HAYUMEAbHO ebluie. TIoMUMO OaHHBIX KAUHUYECK020 meyeHUs 3a001e8anuUs npueedeHbl NOOPOOHblE pe3yabma-
MblL 2eHeMuU4ecKoll UHmepnpemayuil HacaedCmMeeHH020 CUHOPOMA, PACCMOMPEH COBPEMEHHDbLI Memod namo2eHemu4eckoli mepanuu — Ke-
moeeHHas duema.

Karoueevie caoea: cunopom degpuyuma mpancnopmepa earoxosot I muna, GLUTI, 6oae3us de Buso, kemoeennas duema, snyegasonamus,

anuaencus, Kaunu4eckoe Habardenue, mymauus 6 eene SCL2A
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GLUCOSE TRANSPORTER DEFICIENCY SYNDROME TYPE 1: A CASE REPORT

E.A. Kulish, A.S. Kotov, E.V. Mukhina, Y.Y. Kotalevskaya, D.V. Svetlichnaya, M.V. Panteleeva
M_F. Viadimirsky Moscow Regional Research Clinical Institute; 61/2 Shchepkina St., Moscow 129110, Russia

The authors present a unique clinical observation of the case of a hereditary deficiency of a type 1 glucose transporter, also called de Vivo
disease. The type 1 glucose transporter deficiency syndrome (OMIM: 606777, ORPHA: 71277) is an extremely rare genetic disease associ-
ated with mutations in the SCL2A gene encoding the transfer of glucose across the blood-brain barrier. The clinical case, given in the article,
replenishes the piggy bank of genetically verified glucose transport disruption syndromes leading to the development of polymorphic neuro-
logical disorders. The syndrome is most often inherited by an autosomal dominant pathway, but rare cases of autosomal recessive transmission
are known. About 500 clinical cases of the present syndrome are described, although, according to various authors, the number of clinically
verified cases not confirmed by genetic verification is much higher. In addition to the given data of the clinical course of the disease, detailed
results of the genetic interpretation of the hereditary syndrome are given, the modern method of pathogenetic therapy is considered — the
ketogenic diet.

Key words: type 1 glucose transport deficiency syndrome, GLUTI, de Vivo disease, ketogenic diet, encephalopathy, epilepsy, clinical
observation, SCL2A mutations
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BsepeHue

CunHapom geduliMTa TpaHCIopTepa IMoKo3bl I TH-
ma (glucose transporter type 1 (GLUT1) deficiency
syndrome), win 6oje3Hb e Buso (OMIM: 606777,
ORPHA: 71277), — penkoe reHeTu4eckoe 3abojieBa-
HHe, mopaxalollee HMEeHTPaJIbHYI0 HEPBHYIO CHUCTE-
MYy U NPOSBISIOLIEECS PA3TUYHON HEBPOJIOTUYECKOMN

cumntomatukoii [20]. bone3un ae BuBo Oblia onucaHa
B 1991 r. kak pa3BuBalomasics AeTcKas dHIuedanora-
THSI C KOTHUTUBHBIMM HapYIICHUSIMU, CITACTUYHOCTBIO,
aTaKCUeM, TUCTOHUEU U SOUICIICUEN, PE3UCTECHTHOM
K IPOTUBOSIIWIENTHYECKUM TipernapaTam [16]. Ha man-
HBIIT MOMEHT omnrcaHo okoJjio 500 ciydyaeB o BceMy MU-
py [14]. OoHako mpenmoaraeTcs, 4To 3a00JIeBaeMOCTb
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MOXKET OBITh TOPa3/0 BhILIE B CBI3U C TPYAHOCTSIMU AU~
arHOCTUYECKOTO ITOMCKA, TaK KaK CUMIITOMAaTHKa, XapaK-
TepHas IS JAHHOTO 3a00JIeBaHMSI, MOXET BCTPEUAThCS
P MHOTHUX IPYTHX OOJIE3HSIX HEPBHOM CHCTEMEI. 3a00J1e-
BaeMOCTh HE 3aBHCHUT OT BO3pacTa, I10JIa WIM HallMOHAIb-
HoctH [12, 15]. Ie610T cMHApOMa IPUXOIUTCS Ha paHHee
nercTBo (TiepBbie 18 Mec xku3Hm) [14].

3aboeBaHKe BbI3BaHO MyTalusiMu B reHe SLC2A, Ko-
TOPBI KOAUPYET OeIoK-TpaHCIIopTep II0KO3b!I | Tura,
OTBEYAIOIINIA 3a TIePEeHOC TII0KO3BI Yepe3 TeMaTO3HIIe-
danmueckuii 6apnep [4]. B pesyabrare Takux MyTauuii
¢ynkuusg 6enka GLUT 1 Hapyiraercs, TeM caMbIM ITOJTHO-
CTBIO OJIOKMPYETCS WM 3HAYUTEIFHO CHIKACTCS ITOCTY-
IUICHUE B KJIETKH TOJIOBHOTO MO3Ta IIIABHOTO MCTOYHHMKA
SHEPIUM — TIIOKO3bI, HEOOXOMMMOM [IJIST TIOJTHOIIEHHOTO
SHEPreTUYECKOro ooOMeHa B TKaHsaX Moara [14]. Cunapom
Yalle BCero HacJeAyeTCsl ayTOCOMHO-TOMMHAHTHBIM ITy-
TeM, OJHAKO M3BECTHHI Y PEIKHE CIydal ayTOCOMHO-PE-
LIeCCUBHOI niepemaun [23, 24].

Breigensior 2 kimmHu4yeckue GopMbl CUHAPOMA nedu-
muta GLUTI: knaccu4ecKyo U He3IMIETITUIECKYIO.

Knaccrnueckast popma Becrpedaercs y 90 % marveH-
TOB M OOBIYHO TTPOSIBIISIETCS YK€ B IIEPBBIC MECSIIIBI KU3HU
B BHIIE SMIUICITUICCKUX IIPUCTYIIOB, YCTOMYMUBBIX K IIPO-
TUBOCYIOpOXHOM Tepanuu [14]. ¥V 1/3 mumaneHIieB oTMe-
YarTCsI OBICTPHIC MOMEPTUBAHMS TIa3HBIX SI0JI0K, YaCTO
COITPOBOXKIAIOIINAECS IIOBOPOTAMM TOJIOBBI B TOM K€ Ha-
mpaBieHnH. YacToTa IBMKEHUI COCTABISIET OKOJIO 2 pa3
B ceKyHIy. PaHee naHHOe siBJieHHE ObLIO OMMCAaHO KaK OIl-
cokyioHyc. OmHAaKO IIpH OIICOKJIOHYCE He HaOIomaeTcs
YETKOU CBSI3U MEXIY IOACPTUBAHMUSIMMU TJ1a3 U TOJOBBI
[17]. Kpome BbllIenepevyrcieHHOrO, IJIs1 KJiacCU4ecKoi
¢GopMBI CMHIpOMA XapaKTepHBI 3aIep:KKa IICUXOMOTOP-
HOT'O Pa3BUTHSI, CIIACTUYHOCTD, aTaKCUSI, TU3APTPHUSI,
TOJIOBHBIC 00JIM, TUTIEPKUHE3bI, (OPMUPYIOIIASICSI MHU-
kpouedanus [22]. letu, crpagatomnive CMHAPOMOM nedu-
muta GLUT1, poxXnmaroTcst ¢ HOpMaJIbHBIMU ITOKa3aTeIsI-
MM JUTMHBI ¥ MACCHI TeJIa, HO ¢ BBICOKMMM ITOKa3aTeISIMU
no mkane Amrap [7, 11, 18, 25].

Hesnunentuyeckoii ¢popMoii 3a601eBaHUS CTpaga-
10T 0K0J10 10 % manueHToB. B naHHOM citydae nipeo0Jia-
ITaIOT SIPKO BBIpaxkeHHBIC IBUTATEIbHBIC PACCTPOMCTBA,
TakKMe KakK IMapoKcu3MajbHas TUCKMHE3Ms, aTaKCHs,
nuctoHud [14].

OCHOBHBIC METOIbI TUATHOCTUKHU 3a00JIEBAaHUST CBO-
ISTCS K IIPOBEICHUIO JTIOMOATbHOM MYHKIIMK C LIEIBIO
oIpenesIeHUs] YPOBHS TJIIOKO3BI B IMKBOPE 1 MOJICKYJISIP-
HO-TeHeTUYeCKOMY TecTupoBaHUIo. CrieunpuiecKuM
MapkepoM cuHapoma gepuumnta GLUT1 asngeTca Hu3-
Kasl KOHLIEHTPALIWS TII0KO3bI B CTMHHOMO3TOBOM XXMIKO-
ctu (<2 Mmonib/ ) [5]. CooTHOIIIEHNE YPOBHEH INTFOKO3bI
B CIIMTHHOMO3TOBO XXUIKOCTH 1 TJIFOKO3bI B KPOBU OOBIY-
Ho coctaBisgeT MeHee 0,4 [23]. JlnarHo3 moaTBepKaacTCs
nyteM JIHK -nuarHocTuku, BbISIBIISIIOIIEH MyTalluX B TeHE
SLC2A1.

B Hacros1ee Bpems eqMHCTBEHHBIM 3 (GEeKTUBHBIM
ITOIXOMIOM K JISUCHUIO SIBJIsIeTCs KeToreHHast auerta (K1)
[14]. KII mpeacTaBisieT CO00# IMETY C BLICOKUM COIEp-
xaHueM XupoB (70 %) 1 HU3KUM cojiepXKaHueM GeJIKOB
(25 %) u yraesomoB (5 %) [21, 26]. OHa Obl1a BBeaeHa
IIJIST JISYCHUST HEKOTOPHIX (hopM Brmjencuu. TepaleBTH-
YecKoe AeHCTBIE OCHOBAHO HAa aHTUKOHBY/ILCUBHOM 3(p-
¢exTe KeTo3a u aunmosa [1].

[J1aBHBIM UICTOYHUKOM SHEPIUU TSI OPraHU3Ma CIIy-
XKuT rmoko3a [2]. B 3mopoBom opranusme 6enok GLUT1
IIePEHOCUT TJII0KO3Y B HEOOXOIMMBIX KOJIMYECTBAX Yepe3
reMaTtosHIleaInIecKuii bapbep, TOCTABIAS €€ B MO3T
[4]. ITpu cuaapome necpunmra GLUT1 aToT nipouiecc Ha-
pyiieH. B Takux ycJIOBUSIX OpraHU3M CIIOCOOEH MCIOJIb-
30BaTh KETOHOBHIE TeJIa B KAYECTBE aJbTePHATUBHOTO
uctouHuka sHepruu. Ilpu cobmogenun K/ o6pasyercs
JMIOCTAaTOYHOE KOJUYECTBO KETOHOBBIX TEJI, CIIOCOOHBIX
IIPOHMKATH CKBO3b FeMaTOo3HIIeDaTmuecKuii 0apbep 1 Mo-
IMagaTh B MO3I, TEM CaMbIM ITOJIePKIBACTCS aleKBaTHBII
SHEpPreTUYECKUii 0OMeH opraHusma [14].

KeToHOBYyI0 1HeTy MPUMEHSIOT B YCIOBUSIX CTAIM-
OHapa MocJjie IPeABapUTEILHOTO TOJOMaHUS B TCUCHHUE
1-2 npueit [1]. OmauMm u3 ycnosuii K/ ssBiasgeTcs MUHM-
MaJIbHOE MOCTYIUIEHHUE YTJIEBOIOB C THUILEH B OPTaHU3M
[8], ToaTOMY BO BpeMsl AUETHI 3aMPelIeHO YIIOTpeOISITh
MYYHbIE U 3€pHOBBIE XJIEOO0YI0UHbIE U3, KOPHE-
IUIOABI, (PPYKTHI (32 UCKITIOUEHHUEM aBOKamI0), 00e3XKM-
pPEeHHBIE MOJIOYHBIE MPOAYKTHI, caxap B JIIOOOM BUIE,
¢pykroBbie coku [3]. TakuM 00pa3oM, YpOBEHb TIIIOKO-
3bI KPOBU MOXKET OITYCTUTBLCS HIDKE ITOPOTOBOTO YPOBHS
(<2,6 MMOJIb/J1), YTO BEET K Pa3BUTUIO TUITOIJIMKEMUU.
IIpu HemocTaTKe yIiaeBOAOB OPraHU3M KOMIIEHCATOP-
HO MPOU3BOIUT OOJBIIOE KOJIUYECTBO KETOHOBBIX TEI,
YTO TIPOSIBIISICTCS ITOBBIIIICHEM YPOBHSI KETOHOB B KPOBU
(keTo3) [13]. Oba cocTOSTHMS MOTYT IIPEICTABIISITL OIlaC-
HOCTB IIJIS XXU3HU TAllMeHTa, II03TOMY IIpH IIPOBEACHNHI
K1 pekoMeHI0BaHO €XXeTHEBHO U3MEPSATh YPOBHHU TJIIO-
KO3BI KPOBHY, KETOHOB B Mo4e 1 KpoBu. Hambosee a¢-
(beKTUBHBIMHM TTOKA3aTEISIMU, K KOTOPBIM CIIEAYeT CTpe-
MUTBCS, CYUTAIOTCS CIICAYIONINE YPOBHU KETOHOBBIX TEJI:
B Mo4e — 8—14 MMoJIB/ 71, B KpOBH — 2—5 MMOJIb/I [19].

Knunuyeckui cnyyaii

Ilayuenm J1.Y., 2015 a. p., nosmopro nocmynua é dem-
ckoe Hesponoeuteckoe omdenerue I'bY3 MO «Mockosckuii
001acmMHOlU HAYHYHO-UCCAe008aAMENbCKULL KAUHUYECK U
uncmumym um. M.D. Bradumupckoeo» ¢ ansape 2018 e.
(Ha mMomenm nocmynieHus 803pacm NAYUeHMAa COCMAasu
2 e00a 9 mec) das nodbopa u nposedenus K/  cesnsu c panee
YCMaHoeAeHHbIM duaerHo3om cundpoma deguyuma GLUTI.
U3 anamnesa: pebenox om 2-ii bepemeHHOCMU, NPOMEKAG-
weil Ha ghone cmpecca, marosodus. Podvt na 41-ii nedene, ca-
MOnpou36o0abHble, oyerka no wikase Aneap 8/9 bannos, mac-
ca mena npu poxcdernuu 3300 e, dnuna meaa 52 cm, 0soliHoe
obsumue nynogutoii. Ommeuena 3adepicka ncuxopeueaozo
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Puc. 1. lTayuenm J1.Y., 2015 e.p. Macnumuo-pe3onancHas momoepagus
20/106H020 M032a 8 803pacme 7 Mec: pacuiuperue HapylCHviX U GHYMPEHHUX
JNUKBOPHBIX NPOCMPAHCME NO OMKPLIMOMY MUNY, NPUSHAKU NePeHeCeHHOIl
2UnoKcuu

Fig. 1. Patient D.U., born in 2015. Magnetic resonance imaging of the brain
at the age of 7 months: expansion of the external and internal liquor spaces
in the open type, signs of hypoxia

pazeumusi. Haauuue nacnedcmeennsix 3a6onreeanuii u 6po-
JHcOeHHbIX NOPOK06 pazsumus podumenu ompuyarom. Co c108
mamepu, 8 gospacme 3 mec y pebeHKa OMMeUanucb NPUCy-
nbl 3aMUPAHUsL, NOOepeUBAHUS KOHEYHOCMell ¢ HOGOPOMOM
FplaAil
Fpd-Ady

A

Puc. 2. lTayuenm /1.Y., 2015 e. p. Dnexmposnuegharocpagus é éozpacme 7 mec: nepuoduueckoe 3amedeHue no nPpassvim 0mee0eHUsIM Ha 0e30peaHU308aHHOM

gone, unoeda c ouggysnoim pacnpocmparnenuem

Fig. 2. Patient D. U., born in 2015. Electroencephalography at the age of 7 months: periodic slowing in the right leads on a disorganized background, sometimes

with diffuse spread

2041086l U 21A3HbIX 040K 6160 U GHU3 OAUMEAbHOCIBIO
30 ¢ do 5 pa3 6 cymku. B nosiope 2015 2. 6bin eocnumanu-
3UPOBAH NO MECHY JHCUMEAbCBA 0 YMOUHeHUs OUaeHo3a.

Maenummno-pe3oHancHas momoepagus 20106H020 MO3-
2a 6 eozpacme 7 Mec: NPUBHAKU NePeHeCceHHOl 2UNOKC U,
pacuiuperue HapyyuCHbIX U 6HYMPEHHUX AUKGOPHBIX NPO-
cmpaHcme no omkpsimomy muny (puc. 1).

Dnexmposnyeganoepagus 6 eo3pacme 7 mec: nepuoou-
Yeckoe 3ameodieHie no NPabiM 0MeedeHUsIM Ha 0e30peaHll-
308aHHOM (oHe, uHo20a ¢ Ouggy3HbIM paAcCnPOCMpPaHeHUuem
(puc. 2).

Tlocae o6caedosanus ycmarnoener OuazHo3 CUMNMOMA-
Mu4ecKkoi oKAaNbHOU INUAENCUU C BIMOPULHO-2eHEPANU30-
eanuvimu npucmynamu. Hasnaueno aeuenue eansvnpoamom
C nOA0XCUMEeNbHBIM dhhekmom (nocaednuii npucmyn — I Ho-
sa6pa 2016 e.). Pexomendosana KoHCyarbmayus eeHemuKa.

Budeoanekmposuyegparoepaguueckuiic. MOHUMOpUHe
(8udeo-23I-monumopune) (okmsabps 2016 2.): 6 cocmosHuu
000pCMB0BAHUS U 80 CHE Pe2UCPUPYemcsl SNUAenMUpOPM-
Hasl AKMUBHOCMb HU3K020 UHOEKCA 8 UeHMPAAbHOL 6epmeKc-
HOll 0o0aacmu 6 eude CHAUK08, OCMPbIX GOAH, KOMNAEKCO8
ocmpas—meoneHHas 80aHa amnaumyooii do 100 mx B (puc. 3).

Memodom cekeeHUpo8aHuUs IK30MA HOB020 NOKOACHUS
nayuenmy 0via NPoGedeH NOUCK NAMOSEHHbIX MYMAUULL
6 eeHax, accoUyUUpPoBaAHHbIX ¢ HACAEOCMBEHHBIMU POPMA-
MU SNUACNCUU U BKATOYEHHbIX 6 naHeab «Hacaedcmeennvie
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Puc. 3. [Tayuenm /1.Y., 2015 . p. Budeo-33-monumopune 6 6ozpacme 1200 6 mec: 6 cocmosnuu 600pcmeo8anus u 60 CHe pecucmpupyemcs: SNUAenmu-
hopmHas akmueHoCmb HU3K020 UHOCKCA 8 UEeHMPAAbHOL 8ePMEKCHOL 00aacmu @ gude CRAlikos, OCMPLIX GOAH, KOMNAEKCO8 0CMPAsi—Me0AeHHAs 60AHA

amnaumydoii do 100 mx B

Fig. 2. Patient D.U., born in 2015. Video electroencephalographic monitoring at the age of 1 year and 6 months: in a state of wakefulness and in sleep, there is
recorded an epileptiform activity of a low index in the central vertex region, in the form of spikes, sharp waves, acute-slow wave complexes with amplitude up

to 100 uV

asnunencuu». B sx3one 5 eena SLC2A41 (OMIM: 138140)
8blsigaeHa panee He onucanHas mymauyus c.598C>T
(chri:43395625G>A, rs1057521967) 6 eemepo3ucomuom
COCMOSHUU, NPUBOOAWAS K 3AMEHe eAYMAMUHA 8 NOA0JCe-
Huu 200 u npexcoespemeHHOl OCMAHOBKe MPAHCKPUNYUU
(p.GIn200Ter; NM_006516.2). Mymauus He 3apecucmpupo-
8aHa 8 KOHMPOAbHBIX 8blO0PKax « 1000 eenomos», ESP6500
u ExAC. Ilockoavky mymayus npueooum K npexcoespemer-
HOU OCMAHO8KEe MPAHCAAYUY U HAPYUIeHU0 CUHme3a Oenka,
OHa OblAG NPUSHAHA KAK 6ePOAMHO NAMOeHHAs. 3ameM Ha-
auuue mymayuu c.598C>T ¢ eemepo3uecomnom cocmosHuu
06110 NOOMBEPHCOEHO MEMOOOM NPAMO20 ABMOMAMUHECK020
cexegenuposanus no Caneepy.

Yuumuieas kaunuveckyro Kapmuny, 6vi10 NPOBEOEHO
KAuHUKo-1a60pamopHoe doobcaedoganue. bvino pexomer-
008aH0 U nPoBedeHo uccaedo8anUue CRUHHOMO320801 JHCUOKO-
cmu ¢ onpedeaeHueMm YpoeHsl 2AHK03bL, N0 OGHHbIM KOMOPO20
OmMmeueHo cHudiceHue nokazamens do 1,4 (npu nopme 2, 75—
3,75). Takoice onpedeneno coomHouieHue yposHeil 2A0K03bl
6 KPO8U U 2H0K03bl 8 CNUHHOMO320801 HCUOKOCMU, KOMOpoe
cocmasuno 0,40 (npu vopme om 0,51).

Kaunuueckue oannvie, pesyrvmamot Aa00PAMOPHbIX UC-
C1e008aHULL U MONCKYAAPHO-2EHEMUYECK020 UCCAC008AHUS
noomeepxucoarom ouaero3 cunopoma degpuyuma GLUT 1.

Ha npomscernuu nocaedneeo 200a He0OHOKPAMHO
npoeoduics eudeo-III-monumopune, no pe3ysomamam
KOMOpPo2o 3NUANMUPOPMHOU AKMUBHOCMU Bbi8ACHO
He ObLA0.

B Hesponoeuneckom cmamyce: pebeHOK 6 CO3HAHUU,
npocmole KOMauobl 8biNOAHSAEM, ObICIMPO UCMOWAEMCS.
OxpyacrHocmo eonoevt 42 cm. Tunomonyc motuy weu. Tonyc
6 KOHeYHOCmsX yMepeHHo cHudicen. Tloroxcumenvrutii pegh-
sekc babunckoeo ¢ dgyx cmopon. CamocmosmenvHas xo0v0a
3ampyoHeHa, 803MocHa npu noddepicke mamepu. Peus om-
cymcmeyem. B ocmanvHom 6e3 ocobennocmeil.

Ha momenm noémopHoii eochumaiu3ayuu nayueHm no-
ayuan eanvnpoam 6 0oze 300 me/cym. Tax kax K/ seasemcs
namoeeHemuvecKUM Memooom Aeverusi CUHOpoma dedpuyuma
GLUTI, 6bt10 npunamo peuieHue Ha4ams mepanur ¢ uc-
N0Ab308AHUEM FMOLL OUembL.

IMpu K HeoOXoaAUMO ¢ OCTOPOXKHOCTBIO ITPUME-
HSTh Tpernaparsl BaJblIPOEBO KUCIOTHI, MTOCKOIbKY
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B OpraHMU3Me ITOBBIIIAETCS COIepXaHUE IMOJIMHEHACHI-
LLIEHHBIX XKUPHBIX KMCJIOT U B TAKMX YCJIOBUSIX BO3MOXHO
yCUJIeHHE TellaTOTOKCMYHOCTH BajibIipoarta [1]. HecmoTtpst
Ha 3TO0, HallleMy IallMEHTY I1eJIeCO00pa3HO IIPOIOIKITh
TepaIio BaJIbIIpOoaTaMHU, TaK KaK ¢ MX IIOMOIIBIO yIaIOCh
KYIMMPOBaTh SMUJICIITUYECKIE PUCTYIIBL. [1pn 3TOM He-
00XOINM PETYJISIPHBIN KOHTPOJIb PE3yITaTOB OMOXUMU-
YeCKOTO aHaJI3a KPOBH, YJIBTPa3ByKOBOT'O MCCIICAOBAHMUS
OpPraHOB OPIOIIHOM MOJOCTH € LEJIBIO PAHHETO BBISIBJICHUS
ITAaTOJIOTUYECKNX M3MEHEHUI B TICYCHM.

00cy#neHue

B npuBeaeHHOM KIMHUYECKOM CIyJae IPeaCcTaBIcH
MMAIMeHT ¢ TUIIMYHBIM HavYaJIOM IIJIsI JTaHHOTO 3a00JjieBa-
HHS: ¢ 3 MEC OTMEYaJIUCh IPUCTYITBI 3aMUPAHUSI, TIOACP-
TUBaHUS KOHEYHOCTEH C TOBOPOTAMM T'OJIOBBI 1 TJIa3HBIX
sI0JIOK (OOBITHO ACOIOT IMIPUXOIUTCS Ha paHHEe NETCTBO,
IIPOSIBJISIETCS] B BUIE CYIOPOXKHOTO CUHAPOMA — IIePBBIi
KIMHUYECKUN TpU3HAK TuCchYHKIIMM Mo3ra). [1pu pox-
JIeHUH TI0Ka3aTeJId MacChl M JUIMHBI TeJla COOTBETCTBO-
BaJIM HOPMAJIbHBIM 3HAYEHHUSAM, 9TO TaKXKe XapaKTepPHO
st cmHapoMa. CTOUT 00paTUTh BHUMAHKME Ha HEBO3MOXK-
HOCTh CAMOCTOSITEJILHOM XOIBOBI M OTCYTCTBHE PEUH Y pPe-
b6eHka B 2 roma 9 mMec (3amepkKa IICUXOMOTOPHOTIO pa3-
BUTHUS). B 1MKBOpe OT™MeUaeTcss CHUXKEHHUE COmepKaHUs
[JIFOKO3BI 10 YPOBHS <2,2 MMOJIb/JI — OIWH U3 BaKHBIX
npu3HakoB cuHapoma gepunurta GLUTI. C noMoiisio
IIPOBEACHHOI'O MOJIEKYJISIPHO-TEHETUIECKOT'0 UCCIEeIO-
BaHUSI METOIOM IIPSIMOTO aBTOMAaTHYECKOIO0 CEKBEHU-
poBaHug OblTa oOHapyXeHa MyTtanusa B reHe SLC2A1,
YTO IMO3BOJIMJIO TTOATBEPAUTD ¥ OOJBHOTO TMArHO3 CHUH-
npoMa geduuura GLUTI. IIpuMeHeHne npernapaToB
BaJIbIIPOEBOM KMCJIOTHI 1aJ0 MOJIOXUTEAbHBIN 3 deKT,
YTO ITO3BOJISACT CYAUTh O MSATKOM TEUCHUHM 3a00JIeBaHMS
Yy JTaHHOTO MaIlMeHTA.

3annoyeHue

Cunnpom mepunmra GLUT1 — penkoe reHeTHIeCKOE
3aboJieBaHMe, pe3yabTaT MyTauuii B reHe SLC2A41 ¢ ayTo-
COMHO-IOMUHAHTHBIM HacJIeIOBaHUEM (BEPOSITHOCTH
nepeaadyu ot GOJIBHBIX poxuTelsieit coctaBusierT 50 %).
B Hacrosiee Bpemst 3¢ (HeKTUBHBIM METOIOM JICUCHMUSI SIB-
ngercs KJI. JokaszaHo, yto KJI mpu cuHapome geduiura
GLUTI npuBoIUT K YMEHBIICHUIO YMCIIa CYTOPOXKHBIX
MIPUCTYIIOB, OKA3bIBAET ITOJIOKUTEIHPHOE BIMSTHUE Ha TICH-
XOMOTOpPHOE pa3BUTHE (YIYUYIIAIOTCS peubh, BHUMaHME
U MaMsITh) W IBUTATEJbHBIC (DYHKIMU (YBEIMIMBACTCS
00beM aKTUBHBIX IBMKCHUI, YIyUIIAIOTCS MEJIKass MOTO-
pUKa, HaBBIKA CaMOOOCTY>KMBaHUsI, KoopauHaiys) [14].
o pesynbratam ucciaenoBanuii K/ okazamach a3phekTrB-
Ha B OTHOIIICHUY TEePAIINH SMUJICIITUYCCKUX IIPUCTYIIOB
y 50 % nmereit. Y 92 % uccaenyembix K/ moaoXuTeabHO
BJIMSIIa Ha KOTHUTUBHBIE M MOTOPHBIE (pyHKImu [9, 10].
OmHako MHOTIA MAIlMEeHTHl He COOJTIONAIOT CTPOIYIO TUETY
WJIM K€ CO BpeMeHeM CHIKaeTcs ee 3 (GEeKTUBHOCTD, T10-
3TOMY HEOOXOIMM CTPOTUIA KOHTPOJIb TUETHI.

Takum o6pazom, 6narogapss K/ ripu 6one3nu ge Buo
MIPEACTABIISIETCS] BO3MOXHBIM HOPMAJIM30BaTh SHEPIETH -
YeCcKMii 0OMEH B opraHu3Me. AyToCOMHO-TOMUHAHTHOE
HacJIeIOBaHME MOBHIIIACT PUCK Iepeaay 3a00IeBaHUS
pebeHKy oT poauteseil. [IpoBeaeHre MoOJIeKyISIpHO-TeHe-
TUYECKOTO UCCIICAOBAHUS POAUTENIEH O0IbHOTO IIOMOXET
BBISIBUTHh HAJIMYME MYTAlIMU B X TeHAX, TaK KaK POIUTE-
JI1 MOTYT UMEThb CYOKIIMHUYECKYIO (hopMy 3a00JIeBaHUST
(oTCyTCTBHE KIMHUYECKUX CMMIITOMOB IIpM HaJIWUIUH
MYTAaIlM), YTO TTO3BOJIUT CHU3UTH 3a00JIEBAEMOCTh Cpe-
I HaceJieHus. B cBsI3u ¢ TeM, 4To JaHHOe 3aboJieBaHue
SIBJISIETCSI BBICOKOMHBATUIN3UPYIOIINM, HEOOXOIUMMO
pa3pabaTeIBaTh HOBBIC METOAMKN paHHEN THMArHOCTUKHU
U JICYEHUS B LEJSAX MPENOTBPALLEHUS Y I€TEU TSXKETOU
3aIeP>KKU TICUXOMOTOPHOTO Pa3BUTHSI.
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