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B HacToswern pabote npuBeneH cnyvan DEND-cuHgpoma (development delay, epilepsy, neonatal diabetes) y pe6eHka nepsoro
roga xusHu. lNMpoeeaeHa ToyHas BepudmrKkaLmsa AmarHo3a ¢ ykasaHmeM aTMONorm4eckoro KOMnoHeHTa 3abonesaHus.
MonekynsipHo-reHeTnyeckoe nccnegosarHue reHa KCNJ11 no3Bonumno BbIsiBUTb paHee He onuncaHHyto myTtauuo V64M.
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In this research we present a case DEND-syndrome (development delay, epilepsy, neonatal diabetes) of infants. We have
obtained explicit verification of diagnosis, indicating the etiological component of the disease.
Molecular genetic testing of the gene KCNJ11 revealed previously undocumented mutation V64M.
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Beepenue

Mop HeoHaTanbHbIM caxapHbiM Anabetom (HCH) no-
Opa3yMeBatoT rpynny reTeporeHHbIX No 3TMonaToreHesy 1
KMUHUYECKOW KapTyHe 3aboneBaHunin, CONpOBOXAALLNXCS
cToviko (bonee 2 Hegenb) rMNepravkeMnen y geTtemn nep-
BblX 6 MecsLeB XU3HW, TpebytoLLen HasHavYeHns caxapo-
CHWXatoLen Tepanuu [1, 2].

YactoTa Bo3HukHoBeHua HC[L, no AaHHbIM nuteparty-
pbl, BapbupyeT ot 1:300 000 go 1:500 000 HoBOpOXAEH-
Hbix [3, 4]. B 50-60% cny4aeB gaHHOe COCTOsIHME UMeeT
TpaH3utopHoe TeuveHnve (THCL), B ocTanbHbIX — nepma-
HeHTHoe (MHCL), B cBA3M C Yem TpebytoLLee NOXU3HEHHO-
ro Ha3Ha4YeHUs1 caxapOCHWXKalLLEen Tepanuu.

Otnonorusa THC[ B HacTosiLLee BpeMs yCTaHOBIEHa B
90% cny4aeB. HegaBHme paboTbl Nokasanu, YTO OCHOBHOMN
NPUYMHON pa3BUTMS 3aboneBaHus SBMSIETCA HapyLleHune
CO3peBaHNsi MaHKpeaTU4Yeckux [-KNeTok B pesynbraTe
aHomanun xpomocombl 6924 (oo 70% cny4yaes). Okono
25% cnyvaeB THC[ o6ycnoeneHo ancdyHkunen ATP-3a-
BMCUMBbIX K-kaHanoB BCreacTBME aKTUBMPYIOLMX MyTauui
B reHax KCNJ11 n ABCC8 [3]. Y yacTi nauneHToB npu4u-
Ha BO3HVKHOBEHWSI 3a00NeBaHNsl OCTaeTCsl HEU3BECTHOM.

THC[O xapaktepusyetca MaHudecTaumelni 3aborne-
BaHMs B TeYEHMe NepBbiX 2 MeCcsUEB XM3HM pebeHka, C
BbICOKMM YPOBHEM FMUKEMUK, AePULUTOM MacChl Tena u
pocTa npu poxaeHun. HasHadeHwe uHCynuHoTepanuu un
dmanonornyeckon AMeTbl NPUBOAMT K KOMMEHcauum me-
Tabonnuecknx HapyLleHui, a CNycTs HECKOMNbKO MeCsILEB
OT Havana 3aboneBaHVsl BOZHUKAET CMOHTAHHAsH KIMUHUKO-
meTabonnyeckasn pemuccus. Y 30-40% naumMeHTOB BO3MO-
xeH peuname C[l B ctapiem Bo3dpacte. [prymHbl BO3HWK-
HOBEHUS 3TOr0 heHOMEHa Ha CEroAHSALLHUIA eHb N3YYeHbI
HepgocTaTto4Ho [5, 6]. MHCL npenctaBnsieTcs ewe 6onee
reTeporeHHbiM coctosiHnem. B 2004-2006 rr. rpynnon as-
TopoB ObINo nokasaHo, 4to 30-50% cnyyaes MHCA ces-
3aHbl C PYHKUMOHANbHLIMW AedekTaMn NaHKpeaTnieckmx
B-kneTok B pesynbTaTe akTMBUPYKOLLMX MyTauun B reHe
KCNJ11 [1, 2]. B paboTe npeacTaBneH KIMHUYECKUIA Criy-
yann DEND-cmHapoma y pebeHka nepBoro roaa »XusHu.

Pe3yanCITbl nuccnegoBaHug
[eBouka, 3 mecsua. PebeHok OT nepBor GepeMeHHo-
CTW, MpoTekaBLUeln Ha PoHe MMKONNasMeHHOW 1 ypeannas-
MEHHOW WHMEKUNA, No noBody YMNOMSHYTbIX WMHMEKLMUN



MaTb AEeBOYKM nony4vana neveHune. Ha 7-n v 11-n Hegensax
GepemMeHHOCTU OTMevanacb yrposa npepbiBaHus. Poau-
nacb ot 1 cpoyHbIX pogoB Ha 41-1 Hegene. MNpu poxaeHun
macca Tena — 2500 r, poct — 48 cm (SDS>2,5), oueHka no
wkane Anrap — 8-9 6annos.

Ha npoTsixeHun nepBbix Tpex MecsiLieB npubaBka mac-
Cbl COOTBETCTBOBAsfia BO3pacTHbIM HOpMaM. Ha TpeTbem
MecsLue XM3HU pebeHka mMaTb cTana OoTMevaTb NoBbILLe-
Hne Temnepatypbl o 37,5°C, notnuBocTb, ambynatop-
Hoe obcrnefoBaHue B OOLLUEM aHanM3e Mo4YM BbISIBUNO
rnoko3yputo — 55 mmone/n (N 0,06-0,083 mmons/n).
B comatnuyeckom otaenerHunn LIPE npu rocnutanmsaymm na-
LIMEHTKN BbISIBMIEHblI KETOHOBbLIE TENa B MOYe, FMUKEMUS —
20 mmonb/n; 6bIn ycTaHOBMNEH NpeaBapuTeNbHbIN AMarHo3
«HeoHaTanbHbIN caxapHbli anabeT».

Ha ¢doHe npoBoaMMON MHAY3NOHHOW MHCYNMHOTEpa-
nun B fo3e 1 En/cyTt. auHamumka rmukemmm coctasuna: 11,5
MMonb/n — 8,2 mmonb/n 2-10,8 mmonb/n — 14,2 mmonb/n.
[ns panbHenwero obcnefoBaHnst, yTOYHEHWS AMarHo3a u
neyeHuns 6onbHas HanpasneHa B JKKB.

Mpwu rocnutanusaumm B IKKB 06 EKTMBHO COCTOSIHME pe-
OeHKa Tsbkernoe 3a cyeT rmneprnvkeMun, gedmumra mMacchl
Tena. Mo gumanyeckoMy passuTUO AeBOYKA MMeENa cpeaHue
nokasaTtenu no pocTy, HU3KME MO Macce, AUCTapMOHUYHOE
pasBuTHe, ¢ gedunumToM maccel Tena 16%. Mo octanbHbIM
OopraHam v cuctemam OTKITOHEHUA HE OTMEYEHO.

MuWHMManbHbIE HEBPOIOrMYECKUE HapYLUEHWST MO3BO-
NN NOCTaBUTb AMarHo3: aucMmetabonuuyeckas sHUeda-
nonartus, 3agepXka TEMMNOB MOTOPHOrO pa3suTus. Ha 330
B MOMEHT MOCTYMMEHUS HapYLUEHNA MOTOPHOW (OYHKLUN,
MbILLEYHOrO TOHYCa, 04aroB 3MMaKTUBHOCTU HE 3apermcTpu-
pPOBaHO.

B Guoxummnyeckom aHanuse KpoBM onpegensncs no-
BbILUEHHbIA TMMKONM3MPOBAHHbIA remornodbmH — 9,6%
(N 4-5,9%), C-nentug — 0,295 Hr/mn (N 0,28—1,32 Hr/mn).
B o6wem aHanusze mounm — rnwokosypus 5,5 wmr/gn
(N 1,1-1,4 mr/gn). FMyukeMunyecknin npodunb NpeacTaBneH
cneayoLwmMmnokasartensMmu: 15,5 mmons/n—9,6 Mmornbs/n—
13,3 mmonb/n — 10,0 mmonb/n — 15,2 mmons/n — 19,3
Mmonb/n — 9,5 mmons/n — 10,9 mmonb/n.

CraptoBass [go03a  WMHCYNMHOTepanuu  cocTaBuna
1,3 ep/kricyT. Ho coxpaHsitolasica gekomneHcauus yrne-
BOZHOro obmMeHa notpeboBarna noBbILLEHUS [03bl UHCYIU-
Ha po 1,6 ea/kr/cyT., YTO NpMBENO K CTabunusaumm rmuke-
MUK, NnpubaBke Macchl Tena.

C y4yeToMm 3TOro AeBOYKe ObIN MOCTaBNEH KIMUHUYECKUI
OMarHo3: OCHOBHOW — caxapHbli guabet 1-ro Tuna, Bnep-
Bble BbISIBIIEHHbIN, Tskenasi dopma, nabunbHoe TeveHune,
JeKomneHcauus;

COMyTCTBYHOLLMI — AMcMeTabonuyeckas aHuedanona-
TUS, 3a[epXKKa TEMMNOB MOTOPHOIO Pa3BUTUS.

Ha 7-n poeHb npebbiBaHWsi B CTauUMOHape COCTOsIHUE
pebeHka yxyawunoch: nosiBUNnch B3gytue, 60nm B K1BO-
Te, HapylweHue cTyna. BckapmnuBaHue cmeckto «Ppuco-
BOH», MEPOMNPUATUS MO YMEHbLLEHWIO razoobpa3oBaHus B
KALLEYHUKE OaBanu HesHauuTenbHoe ynydwexue. Mame-
HEHWe NUTaHWs Ha 6e3nakTo3Hyl CMech, a B Mocnenyto-
LLleM Ha cMmecb MofHoro ruaponusa 6enka («Anbdape»)
NPUBENO K YIy4LUEHWNIO COCTOAHMS.

Ha 16-i1 geHb npebbiBaHWs B CTauuoHape BO Bpems
ocMOTpa NnevyawyM BpadyoM OTMEYEeH NpUCTYM, NposiBUB-
LUMACS rMnepeMmen nuiua, akTom MOYEUCryCcKaHusa u ge-
dekauun. NpoBeneHHoe O3 BLIABWIO Hanuuue reHe-
panu3oBaHHbIX PaspsioB, «OCTPbIX MEONEHHbIX BOSH»
amnnutygon go 300 mkB ¢ nocnegytowmMm yrHeTEHUEM
6uoanekTpuyeckon akTMBHocTU. KoHcynbTaums HeBpOro-

ra — ouarHo3 «KpunToreHHasi anunencusi, NponyrbCUBHbIE
CYyOO0pPOXHbIE MAPOKCU3MbIY.

Takum obpasom, npeablayliee yxyaLweHne coCTOsIHUS
pebeHka C paccTpoicTBamMu NULEBaApPEHUsi, MeTeopus-
MoM, GoOneBbIM CUMHOPOMOM CriefyeT pacueHMBaTb Kak
NposIBNEHMs aNUNenTUYEeCKNX Npunaakos.

PebeHok BbIMMcaH Mo MEeCTy XuUTenbcTBa nog Habnoge-
HVe 3HOOKPUHOMOra, neauaTpa, HeBporora. PekomeHaoBaHo:
nutTaHne cmecbto «Anbdape» ¢ 06bEMOM pa3oBOro Kop-
mnennsa 120-130 mn y/3 3 yaca; UHCcynMHoTepanusi B Jo3e
2,4 ep/xr/cyT.: gpetemup B 7:00 1 21:00 no 2 eq., nM3npo no
1 en., Kaxgoe KopMneHue;

anbkap 20%, 10 kanenb 3 pa3a B AeHb B Te4YEHUE MecsLa;

KoHBynekc B kannsax (B 1 mn 300 mr) no cxeme.

O6cyxpaeHune

MeTtogom MLUP n nocneaytoLLero npsiMoro CeKBEHNpo-
BaHWs y faHHOW OonbHOM NPOBEAEH aHanM3 KoaupyoLLen
nocneposaTenbHocT reHa KCNJ11, BbisiBneHa reteposu-
rotHas mytaumnsa V64M.

[aHHas myTauus B nutepaTtype paHee He Obina onu-
caHa, 0fHaKo M3BECTHbl MucceHc-myTaumn V59M, V59G,
V69M, accoummpoBaHHbie ¢ iDEND-cuHapomom, 3atparu-
BaloLLME TOT e KoaupyLLMiA y4acTok. B cnyyasix ¢ myTa-
umen V59M oTMeueHbl ConyTCTBYOLME HEBPOOrMYeckmne
paccTpovictBa, Tak HasbiBaembli iDEND-cuHgpom, npu
KOTOpoMm knuHu4deckoe TedeHue NMHC[ ocnoxHseTtcs rpy-
6oV 3aepKKOM NCUXOPEYEBOro pa3BuTKA. Y naumMeHToB C
MHCA, vmetowmm mytaumo V69M, HeBponorvyeckas na-
TOnorvs NpeacraBrneHa AeTckUM LiepebparnbHbIM napanu-
yom (OLIM) c TeTpanape3om cpefHeln CTENEHU TAXKECTH,
HapyLLUeHNeM KOrHUTUBHBLIX PYHKLIMIA.

Takum 06pa3om, KnMHUYeckas CMMMNToMaTrka 1 nocneay-
loLLas reHeTudeckas Bepudmkaumsa anarHo3a ssBUnmMchb OCHO-
BaHneM roeoputb 0 DEND-cMHApOME, OCHOBHbIMK COCTaB-
NALLMMY KOTOPOTO SBMSIOTCA 3aAepKka TEMMNOB MOTOPHOMO
pa3BuTWSA, 3NMNEncus, HeoHaTanbHbI CaxapHbii avaber.
[MpuBeaeHHOE KIMHMYECKOE OMMCaHVe MOATBEPXKOAET He-
06X0aQMMOCTb FeHETUYECKOW Bepudbukaumm amarHosa, T. K.
npyHUmnel Tepanum DEND-cvHOgpoma oTnnyatoTes OT fede-
HUS1 UHCYNMHO3aBUCKMOTO caxapHoro avabeTa y aeTen.

CnepoBaTenbHO, kKaTaMHecTM4eckoe HabnogeHue 3a
6onbHOM No3BonMT nogobpaTe HEOOXOONMYK CaxapoCHM-
XKaloLLyHo 1 MPOTUBOINUNENTUYECKYHO Tepanuio.
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