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HeoHataAbHblit caxapHbiii avabet (HCA) pa3susaetcs B nepsble 6 mec xxu3uu. OH BCTpeyaeTcs ¢ yactotoit ot 1/300 000 Ao
1/500 000 HOBOpOXA€EHHbIX. B ero pa3sutun npuHumarot yuactme 6oaee 10 pa3anuHbix reHoB. Hanboaee KAMHMYECKM 3HAUM-
MbIMU siBAsIIOTCS myTaumuu B reHax KCNJ11 n ABCC8, otsevaiommx 3a aktuBHOCTb AT(M-3aBUCUMBIX KaAMEBbIX KAaHAAOB U 00-
YCAOBAMBAIOWMX UX AKTUBALIMIO. YCTAaHOBAEHO, YTO NepopaAbHbie npenaparbl cyAbpoHnamouesutbl (MIMC) npuBoAsT K 3aKpbi-
THUIO 3TUX KaHAAOB, CNIOCOOBCTBYS BbICBOOOXKAEHUIO MHCYAMHA M3 B-kAeToK. [ToaTomy Tepanusi MIMC moxeT 6bITb 3 peKTUBHOI
aAbTEPHATUBOW MHbEKUMSM MHCYAMHA. TTC ob6ecneunBaloT 3hheKTUBHBIA MeTAOOAMIECKHUIT KOHTPOAL 1 3aMEHSIIOT MHCYAUH B
OOABIIMHCTBE CAy4aeB TPaH3UTOPHOTO n nepmaHeHTHOro HCA, BbizBaHHbIx myTaumsimu B reHax KCNJ11 n ABCC8. lMNpuseaenbl
COOCTBEHHbIe HAOAIOAEHUS! O CBSI3U MeXAY TMMom MyTauum B reHe KCNJ11 n ao3amu IMIMC.

KaloueBble choBa: HeOHaTaAbHbIi Caxapr/Vr Awaﬁer/ Tepanus nperiapatamm CyAbd)OHM/\MO‘{eBMHbI.

Neonatal diabetes mellitus (NDM) develops within the first 6 months of life. It occurs with a frequency of 1 cases per 300,000 —
500,000 newborn infants. Pathogenesis of NDM involves over 10 different genes. Of greatest clinical significance are mutations
in KCNJII and ABCC8 genes responsible for the activity of ATP-dependent potassium channels and regulating their activation. It
was shown that the intake of oral sulfonylurea (SU) preparations results in the closure of these channels and thereby stimulates
the release of insulin from beta-cells. For this reason, SU therapy can be applied as an alternative to insulin injections. SU prepa-
rations ensure the efficacious control of metabolic processes and substitute insulin in the majority of the cases of transient and
permanent NDM associated with mutations in KCNJII and ABCC8 genes. The original observations demonstrating the relation-

ship between the type of mutation in the KCNJII gene and the dose of SU preparations are presented.

Key words: neonatal diabetes mellitus, treatment with sulfonylurea preparations.

C Havana 20-X rooB MPOILIOTO CTOJETUS MHCYJIN-
HOTEpaIms CTajla OCHOBHBIM METOIOM JICUCHUSI caxap-
Horo guabeta (CJl) y mereii 1 momgpoctkoB. Co Bpeme-
HEM TOSIBUJIMCH JaHHBIE 0 HEMMMYHHBIX MOHOTEHHBIX
dopmax CJI, ogHOIT 13 KOTOPHIX SIBISIETCSI HEOHATAIb-
HbIil caxapHbiil nuader (HCJI), mposiBisirommiics, Kak
rpasuJio, B riepsbie 6 mec xu3uu. HCJI BcrpevaeTcst ¢
gactoToit ot 1/300 000 mo 1/500 000 HOBOPOXKIEHHBIX
[1—3]. C KIMHUYECKON TOUKM 3pEHMSI, pa3InyaloT
tpansutopHblii (THC/) m mepmanenTHoiii (ITHCI)
HCI [4].

MonexynspHo-reHetnueckas npupoga HCJI oxa-
3ajJach YIWBUTEJIBHO TETEPOTCHHON: B €ro pa3BUTUU
MPUHUMAIOT ydacTtue Ooisiee 10 pasjnmyHbBIX TeHOB [5].
Haunbonee KIMHMYECKN 3HAYMMBIMM SIBIISIIOTCS MyTa-
uuu B reHax KCNJ11u ABCCS, orBevalommx 3a akTHUB-
HocTh AT®d-3aBUCHMMBIX KaJMeBbIX KaHayioB [6, 7].
AT®-3aBucuMBbIe KaJleBble KaHAJIbI UTPAIOT LIEHTPAJIb-
HYIO POJIb B TNIFOKO30CTUMYJIMPOBAHHON CEKPELIMU MH-

cyiuHa [-KJIeTKaMU TOIXKETyI0YHON Kele3bl: ceKpe-
U UHCYJIMHA WHUIIUMPYETCS 3aKPhITUEM KaHAaJoB U
MHTUOMPYETCS X OTKpbITUEeM. KaaueBble KaHAIbI CO-
crosr u3 4 cyorenuuuil SURI u 4 cyobenunur Kir6.2
Ccyab(OHUIMOUYEBUHHBIX pelenTopoB. [Ipu nmocryruie-
HUU TJIIOKO3bl B (-KJIETKY C ITOMOIIBIO TIIOKO3HOTO
tpancnoprepa GLUT-2, oHa MeTaboau3upyeTcs, 4To
npuBoIUT K HakormieHnio AT® u 3akpoituio AT®-
3aBHCUMBIX KaJIMEBbIX KaHAJIOB. 3aKpPBITHE KaJUEBBIX
KaHaJIOB BeIeT K MEIOJIIpU3aliy KISTOYHOM MeMOpa-
HBI M OTKPBITUIO KaJbIIMEBBIX KAHAJIOB, T.€. K YBEJIMYC-
HUI0 KOoHIeHTpauuu noHoB Ca** BHyTpu xinetku. I1o-
clieIHee SIBIISICTCS ITYCKOBBIM MEXaHM3MOM BBIXOAa MH-
cynuHa U3 KeTKu. [Ipu akTuBUpyoIeil MyTaluy B Te-
HaX KaJMeBBIX KaHAJIOB, OHM OCTAIOTCS OTKPBITHIMU,
HECMOTPS Ha TTOCTYIICHUE TJIIOKO3BI B KJIETKY, BCIICI-
CTBHUE YETO TUIICPIVIMKEMUSI HE TIPUBOIUT K TIOCTATOU-
HOI CTUMYJISILIMU BBIXOAA MHCYJIMHAa B KPOBOTOK [8].
A. Hattersley u coaBT. [9] BnepBbIe J0Ka3aI1, 9YTO aKTH-
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Bupyoomas myrtanuuss B reHe KCNJI1, xomupymoiieMm
cyobenuuuiy  Kir6.2 AT®-3aBUCMMBIX  KaHajIOB
B-xnerok, Bei3biBaeT HCJI. BT MyTalium ObLIN BBISIB-
seHsl y 10 u3 29 oocnenoBanHbix ¢ HC; Hanbonee ya-
CTBHIMM OKa3aJIMCh 3aMEHa TJIyTaMUHA HAa apTUHUH B 52
MMOJIOXKEHUM, BaJMHA Ha TIMLMH B 59 TOJ0XeHUHU, ap-
TMHUHA Ha TUCTUAMH B 201 MOJIOXKEHUU U U30JIeHITMHA
Ha JieiiuH B 296 nosioxenuu Kir6.2. OGHapyXeHbI TpU
myTtaru (Q52R, V59G u 1296L), BeI3bIBaOIIe HanbO-
Jiee TsoKenylo ¢dopMmy 3a0ojieBaHUSI, BKIIIOYAIOIIYIO,
kpoMme HCJI, 3agep:KKy MHTEIEKTYaIbHOTO Pa3BUTHS,
SIUJIETICUIO, aCCOLIMMPOBAHHYIO C TUTIOTJIMKEMUSIMU, 1
nucMopdudeckre ocobeHHocTH [10]. DTOT cMMIITOMO-
KOMIUICKC TIOJYYMJ B HaJbHEHIIIEeM HauMEHOBaHHE
DEND-cunapowma (Delay, Epilepsy, Neonatal Diabetes)
[11]. ITammmeHTH ¢ HEBPOJOTMYECKUMHM HAPYIIICHUSIMU,
HO 0e3 Cymopor, paccMaTpUBaIUCh KaK HMMEIOIIne
iDEND-cungpom (intermediate — cpenHeil TSXKECTH).
Pazputue DEND-cuHapoma o0yciIoBIEHO 3KCIIPECCu-
el yKa3aHHBIX TEHOB HE TOJIBKO B [3-KJIeTKaX MOMKEeIy-
JIOYHOM XeJIe3bl, HO U B HEPBHOM TKAHU.

1o HenaBHEro BpeMEHU €IMHCTBEHHBIM METOIOM
neuennst HCII saBnsiack MHCYIMHOTEpAIus, IPeaCcTaB-
JISTToIast OOJIBIIME TPYIHOCTU B CBSI3M C MaJIbIM BO3pac-
TOM TaIMeHTOB. I10TpeOHOCTD B MHCYIMHE Y KaXKIOTO
pebeHka MHAMBUAYyalbHA U Koneobnercs ot 0,1 mo 2,0
EJll/xr/cyT 1 6onee. OcoObie 3aTpyIHEHUST BOSHUKAIOT
IIpY HEOOXOIMMOCTH BBOAUTH MUHUMAJIBHBIE pa30BbIe
no3bl uHcynmuHa (MeHee 0,5 Em). Bonee sadpdexTuBHO
HeIpephIBHOE BBEICHUE MHCYIMHA C TIOMOIIBIO UHCY-
muHoBBIX omn [12]. Ecau nuarno3 CJI yctaHOBJIEH B
BO3pacTe 10 6 MeC ¥ MOJIEKY/ISIPHO-T€HETUYECKUMU Me-
TOJAMU TIOATBEPKAeHBI MyTauuu B reHax KCNJ 11 nim
ABCCSE, Bo3MOXHA albTepHATUBHAS TepareBTUYeCKas
crparerus. Tak kak HCJI pa3BuBaeTcs B pe3ybTaTe ak-
tuBaiuu AT®-3aBUCUMBIX KaJIMEeBbIX KAHAJIOB, a Iep-
opajbHble TipeniapaThl cyiabdoHuaMmoueBuHbl (I1T1C)
MPUBOST K 3aKPBITUIO 3TUX KaHAJIOB, CTUMYJIMPYS BbI-
XOJII MHCYIMHA U3 B-KieTok, Tepanus [TITC MmoxeT ObITh
3((EKTUBHOI aTbTEPHATUBON MHBEKIUSIM WHCYJIMHA.
IToxazano, yto I1I1C obGecrieunBaloT MeTabOIMYECKUI
KOHTPOJIb 1 MOTYT 3aMEHSITh MHCYJINH B OOJBIITMHCTBE
cnyuyaeB THC/I u ITHC/I, BBI3BaHHBIX MyTallMSIMU B T'e-
Hax KCNJI1I n ABCCS. Tlpu uccienoBaHuU OOJIBIITNAX
KOTOPT MAllMEHTOB C MyTaIlMsSIMU B 9TUX TeHAX Teparus
[ITIC oGecneunBana Jy4dIIWid MeTaOOJIMYECKUI KOH-
TpoJIb (CHIDKEHUE YPOBHEW INIMKEMUM U TJIMKUPOBaH-
Horo remorioouHa) [13—17]. Bo3Hukaromiue TpaH3u-
TOPHBIE KETYIOYHO-KUIIIEYHBIC HAPYIIICHUS U 3IU30-
JIbl TUIIOTJIMKEMUU YCTPAHSUIUCh ITOI00POM afeKBaTHO-
o TIperapara, J03bl M YBEJIMYEHUEM YacTOThI €TI0 BBE-
neHust (HarmpuMmep, 2 uiau 3 pas3a B neHb) [18]. Heiipo-
MBIIIICYHbBIC CUMITTOMBI MeHee BBIPaXKEHHBIX
DEND-cuHapoMoB OTBeYalOT Ha Teparuio IIMOeHKIa-
MuaoM (3-71eTHUI Manpuyuk ¢ Mytauumeir 1167L [14],
B3pociblii ¢ myTanueit G53D [19]). Dt ucciaenoBaHus
MHTEPECHBI TaKXKE TeM, UTO TOKa3bIBAIOT CIIOCOOHOCTh
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TITIC npoxonuTk 4epe3 reMaTosHLIeaNnIecKnii 6apb-
ep 1 noctaTouHo 3 dextrnBHO BaudaTh Ha LIHC [20].

MexnynaponHasa rpynma o HCJ [21] mpoBena
KJIMHUYECKOEe HWCIBITAaHWE IIepOpaJIbHOTO IIperapara
CyIb(OHMIMOUYEBUHBI (INTMOCHKIaMuAa) Y 49 OOJbHBIX
¢ mytauusiMu B reHe KCNJ11. B 90% caydaeB yaaaoch
MepeiiTh OT MHCYAMHA K MCIIBITYEeMOMY IIperapary.
[IponeMoHCTpUpPOBaH HE TOJBKO O0Jice YIOOHBIN IIyTh
BBEICHUS JIEKAPCTBEHHOI'O CPENCTBA, HO 1 3HAYUTEIIb-
HOE yJIy4IlleHue KOHTPOJS METaOOJIMYCCKUX Hapylle-
Huii. CrucTteMa JINTEeIbHOTO MOHUTOPUPOBAHUS TJINKE-
MUU TI0Ka3ajia He3HAUMTeIbHbIE KOJIeOaHUs TTOCTIIPaH-
IUATbHON TIUKEMUU, a POIUTEIU OTMEYaIM 3HAUYM-
TeJbHOE YIyJIlIeHe CAMOYYBCTBUSI OOJIbHBIX IETEH.

Hexotopnie Tsxensie DEND-MyTanyuy HeuyBCTBU-
TeJIbHBI K TTMOCHKIIAMUIY, TaKe B OYeHDb BHICOKMX J10-
3ax [22, 23], uTo moOyXxnaeT UAeHTU(ULINPOBATh TeHe-
TUYECKMUI medeKT Wi obOecredyeHUs] ONTUMAaIbHOIO
JICYCHMSI.

K. Donaghue u coaBT. Haba0ogaIU 7-JIETHIOK J¢-
BOUKY ¢ MyTauueii B reHe KCNJ11, y KOTOpoii KeToalu-
1103 ObLJI OTMEUYEH B 7-MeCSIYHOM BO3pacTe, M OHA OCTa-
BaJlaCh MHCYJIMHO3aBUCHUMOI, HECMOTPS Ha MaKCH-
MajibHble NT03bl TnbOeHkKIamuga [24]. DddekTuBHbBIE
O3Bl Pa3IMYaIOTCS B KaXKIOM KOHKPETHOM cliydyae, U
CYILIECTBYIOT MYTallMM, TMPU KOTOPBHIX HET OTBETa Ha
BBeneHue [1CC (Tadu. 1).

B mocnenHee BpeMs TTOSIBUIMCH YKa3aHUSI Ha CBSI3b
no3bl [ITIC ¢ tunom myranmii (cm. Ta6a. 1), yto cyie-
CTBEHHO 00JIeTYaeT MoI00p CTAPTOBOM T03bI Teparuu [5].

YuuteiBasi, UTO B HAaIlleil CTpaHEe OIBIT MepeBOIa
o6ompHbIX ¢ HCJI Ha npemnapathbl CyJTb(OHUIMOYEBUHBI
HEBEJIMK, a peKOMEHIAIIMN TaKOTO MepeBoaa HEOMHA3-
Ha4yHbI, IPUBOJIUM COOCTBEHHbIC HAOIIOACHMUSI.

Knunuveckwuii coryvaii

Hesouka M., 1 ron 6 mMec, oT 2-ii OepeMEeHHOCTH,
npoTeKaBllieii Ha (hoHe yrpo3sl NpepbiBaHus (puc. 1). 3a
2 Hen 1o ponoB MaTh nepeHecsia OPBU. Ponel Ha cpoke
39 Hen, omepaTUBHBIE (MOMEPEYHOE MOJOXEHUE TLI0-
na). Macca tena npu poxaeHun 2960 r, poct 51 cmM,
OlIeHKa IT0 IKajie Anirap 7—8 6aJuIoB, BeIITMCAaHa Ha 6-¢
cytku. HacnenctBeHHOCTD: 6adyllka Mo MaTepUHCKOI
nuauu (61 rom) crpamaer CJI2 B TedyeHue 5 JIeT, MOIY-
YaeT MepopaibHbIe caXxapoCHUXKAIOIIME ITperrapaThl.

B 2-HenenpbHOM BO3pacTe Yy JIeBOYKU IPU TOCIUTA-
Jm3anuu 1o nosoay OPBU ¢ mogo3peHneM Ha MHEBMO-
HUIO OBLIY BBISIBJICHBI TUTIEPITIMKEMUS U TIIOKO3YPUS
6e3 kerosza. Hauata wuHCyamHOTepamusi B J103€ JIO
1,0 En/kr/cyT, OMHAaKO JOCTHYb KOMITCHCALIMH YTJICBOI-
HOTO OOMEeHa He yIajioch; IMKeMUs KoJjiebanach oT 2,2
110 30 MMOJTB/JT, OTMEUAINCh YaCcThIE TUTTOTTTMKEMUM.

B ®I'bY DHII BnepBble IOCTYIIMJIA B BO3pacTe
11 mec. MHcynnHOTepanus: HOBOpANUI U JIEBEMUD B
cootHowmeHnu 60:40, cyrounas mosa 0,9—1,0 En/xr/
cyT. Yposenb HbA = — 7,8%. C-nenrtun — 0,1 Hr/mi;
TUTP aHTUTE]I K OCTPOBKOBBIM KJIETKaM, WHCYJIUHY U
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Tabanua 1.3aBUCMMOCTb AO3bI NPENapaToB CyAb(haHNAMOUEBUHDI OT TMNa myTaumnn B reHax KCNJ11 u ABCC8 [5]

Myrauus Ilo3a, MI/Kr/cyT Juartos
CNJ11
F35v 0,05—1,5 [MHC/
H46Y 0,3 TTHCA,
H46L 0,62 DEND-cunapom
R50Q 0,05—1,5 MMHCO
R50P 0,57 MMHCA
G53N 0,05—1,5 MHCA
G53D 35 mg/d; 0,68 DEND-cunapom
G53R 0,05—1,5 TMHCA
V59M 0,18—0,5 (glz — 0,55) DEND-cunapom
1167L 2,3 DEND-cunapom
K170T 0,05—1,5 TMHCAO
K170R 0,8—0,9 (glz — 0,61) TTHCA
K170N 0,05—1,5 NHCA
R201C 0,32 [MHC/
R201H 0,39 THCA
R201H 0,16—0,6 MMHCA
R201L 0,3 MMHCO
E227K 0,07—0,375 THCI
E322K 0,05—1,5 [MHC
Y330S 0,05—1,5 TMHCA,
Y330C 0,05—1,5 [MHCA/DEND-cunapom
F3331 0,4 MHCO
KCNJ11
G52R I'nmubenknamun HeabhEeKTUBEH DEND-cunapom
G53R DEND-cunapom
V59G DEND-cunapom
L164P [MHC/
R201C DEND-cunapom
1296 DEND-cunapom
G334D DEND-cunapom
ABCC8
P46L/G1401R 0,26 (0,07—2,8) [MHC/
V86A 0,09 MMHCA
V86G 0,26 (0,07—2,8) NHCA
E208R7Y263D 0,26 (0,07—2,8) MMHCO
D209N 0,26 (0,07—2,8) THCI
D209E 0,26 (0,07—2,8) T/ITHC
Q211K 1,4 (tlb) TTHC,
D2121 0,26 (0,07—2,8) THCI
L213R 0,59 I[MHC[
V2151/V607M 0,26 (0,07—2,8) TTHCA,
T2291/T2291 0,26 (0,07—2,8) MHCA
T2291/V1523L 0,26 (0,07—2,8) MMHCA
L225P 0,26 (0,07—2,8) MHCA
R825W 0,26 (0,07—2,8) THCI
H1023Y 0,22 THCI
R1182W 0,26 (0,07—2,8) T/ITHC],
R1379C 0,19 THCI
R1379L 0,26 (0,07—2,8) THCI
11424V 0,17 [MHC
E1507G 0,26 (0,07—2,8) TTHCA,
ABCCS
N728 Imubenknamun HeahGeKTUBEH IMHCO
F132L [MpennonoxureabHo 3¢ dekTuBeH DEND-cunapom
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Puc. 1. Aesouka M., 1 roa 6 mec — NMHCA.

Tupo3nHpocharase He MoBHIIeH. [Ipm ocMoTpe He-
BpOITaTOJIOTOM TIATOJIOTUU HE BEISIBIICHO. B oTmeneHnm
IOOUTHCS CTAOMITM3AIINN TIIMKEMUN HE YIaaoCh. B3SIThI
00pa31Ll KPoBU I nccnenoBanus reHa KCNJ 1. B nann-
HEHIIIeM 110 MECTY KUTETbCTBA B CBSI3U C TIOCTOSTHHBIMU
TUTIOTJIMKEMUSIMU TIepeBeicHa Ha MHCYJINH 0eCITMKOBO-
ro pevictBusa Jlantyc. TSDKENBIX THIOTIMKEMUYECKHUX,
KETOAIMIOTUICCKIX COCTOSTHII He HAaOII0IAIOCh.

IMoBTropHasg rocrmmranu3anusg B DHIL B Bo3pacte
1 rox 6 mec. MHCYIMHOTEpAnust IIpU MOCTYIICHUK: HO-
Bopamua + JIAaHTYC B COOTHOIIEHUM 75:25, cyTodyHas
no3a 0,8—0,9 En/kr/cyt, cyTouHble KoJieOaHUsT TIINKe-
mun 7,8—22,2 mmonb/n (puc. 2), yposenb HbA, 10,0%,
cekpennst C-mienTiaa pe3Ko CHIkeHa (Tadd. 2).

[MomyyeHBI DaHHBIC O HAIWMYMU MYTallid B TeHE
KCNJ11(R201H).

YuuTeiBasg peKOMEHAYEMYIO TSI JaHHON MyTallun
o3y (cM. Tadu. 1), mpon3BeneH MmepeBo Ha TITMOCHKIIA-
MK, B cTapToBOii 03¢ 0,6 MI/KI/CYyT C MOCEeIYIOLIEi
TUTpAILMEeH 10 TIUKeMHUH 1og KoHTposieM CGMS (mo3a
mpu BeIMUCKe 1,2 mMT/KT/CcyT). Ha 3TOM (hOoHE: cHITKe-

Hue no3bl uHcynuHa Jlanrtyc no 1—0,07 En/kr/cyt, un-
cymuH HoBoPamunm oTMeHEH; cyTOuHBIe KoJieOaHUS
rmkemMuu ot 5 1o 10 mmonb/n (puc. 3). Habmonanock
TaKXe BOCCTaHOBJICHME YpoBHs C-TienTuaa mpu mpoode
¢ Harpy3koii (Tada. 3).

IToce BRIMMCKY M3 CTallMOHApa B JOMAIITHUX YCIIO-
BUSIX MHCYIUH JIaHTYC OBLI ITOJTHOCTHIO OTMEHEH M3-3a
TUITOTJIMKEMUI B HOYHOE BpeMsl. B cBsI3M ¢ mpomomka-
IOIIIMMMCS TUIIOTJIMKEeMUSIMU 103a MaHuHWIa Oblia
CHayvaJia cHykeHa 10 0,6 Mr/cyT, a 3aTeM JeBOYKa Iepe-
BeleHa Ha mpemnapart [uaberoH B mose 45 mr/cyr. Ha
3ToM (bOHE KojiebaHMsI TIMKeMUu coctaBunu 4,7—7,9
MMOJIb/JI B TEYEHHE CYTOK, ypoBeHb HbA  — 7,1%.

Oo6cyxaeHune

BrepBeie B Hallleil cTpaHe OCYIIECTBUTD YCIEIIHbIIA
nepeson nanueHta ¢ HCJ (myrauus B reHe KCNJ11) Ha
npernapathbl cyJbhoHUIMOUYeBUHBI yaanock O.A. Manu-
eBcKoMy [25].

B oredecTBeHHOI nuTepaType [26] omMcaHbl He-
CKOJIbKO cityvyaeB nepesona nauueHtoB ¢ HCJI Ha mnipe-
napathbl Cy1bOOHUIMOYEBUHBI; 10 TEHETUYECKOW BepU-
(ukalmy auarHosa Bce MalMEeHThI MOoJydaad UHCYJIU-
HOTepanuio Mo MHTEHCUDULIMPOBAHHOMN cxeMe B Cpeji-
Helt cyrouHoit no3se 1,15 En/kr (0,5—2,0 En/kr). [Toce
reHeTU4ecKoi Bepudukauuu auarHosa 6 (42,9%) na-
LIMEHTOB: 4 — ¢ myTauusiMu B reHe KCNJ11u 2 — ¢ my-
Ttauusimu B reHe ABCCS ObL1v MOJHOCTBIO TIEPEBEACHbI
C UHCYJIMHOTEpaNnuy Ha JIeUeHUe MPOU3BOAHBIM CYJIb-
(hoHMIIMOUEBUHBI BTOPOTO MOKOJIEHUs (ITUOEeHKIaMu-
IIOM) B cpenHelt cyrouHoii mo3e 0,54 mr/kr (0,1—1,4 M1/
kT). HexenarenbHble TOOOYHBIE SIBJICHUS, CBSI3aHHBIE C
MNpUEeMOM MpenapaTa, He 3aperMCTPUPOBAHbI HU Y OJ-
HOI'O M3 MAlMEeHTOB. B Ipyroii crartbe TeX Xe aBTOPOB
[27] mpoaHanmu3upoBaHa CBSI3b PA3IMYHBIX MyTalluid B
reve KCNJ11 ¢ no3oii npenaparta. [Tocie reHeTH4YecKoit
BepuduUKalMy TUarHo3a 5 MaluueHTOB U3 8 (MyTaluu
R201C, R201H-2,C42R, V59M) Oblu yCIEIIHO KOM-
neHcupoBaHbl MoHoTtepanuein IITIC (rmubeHknamMu-
JIOM) B cpeaHeii cyrounoit no3e 0,86 mr/kr (0,1—2,2 mr/kr).
Ilo maHHBIM 3apyOexKHBIX aBTOPOB [5], Mpu MyTalusX
R201C, R201H-2, V59M no3bl raubeHkIaMuaa ObLId
HecKoJIbKo MeHblInne (0,18—0,5 Mr/Kr); OTHOCUTEIBLHO
036l penapata npu Mytaiuu C42R nHdopmanms ot-
cyrcTByeT. HasHaueHue riaumOeHKIaMuaa MalUeHTY C

Tabanua 2. YposeHb C-nentnaa B yCAOBUSIX Harpy3KM YTA€BOAUCTbIM 3aBTPaKOM

[TokazaTesb Haromak

Yepes 60 MUH 11ociie Harpy3Ku Yepes 120 MuH 11ociie Harpy3Ku

C-nentun (Hopma 1,1—4,4 Hr/muit) 0,1

0,1 0.1

Tabanua 3. YposeHb C-nenTuaa B yCAOBUSIX Harpy3K1 YTA€BOAMCTbIM 3aBTPAKOM Ha Tepanuu ranbeHkrammaom 1,2 mr/kr/cyT

[Mokazatenn Hatomaxk

Yepes 60 MUH TIOCIIe HATPY3KU Yepes 120 MuH mocie Harpy3Ku

C-nentua (Hopma 1,1—4,4 Hr/m) 1,4

2,3 2,2

60

MPOBAEMbI SHAOKPUMHOAOIMM, 1, 2014



- Iy Wit [ i B
'_'!'.gm cymaan 20T
s
it | W W g * S
|
j - 5 s

el LTI TLILE
Tima Pomrmrs: Prwwiigrs Ve TH 817888

g T 6 T

Puc. 2. Aesouka M., 1 roa 6 mec. N'aukemus (no aanubim CGMS) Ha MHCYAMHOTEpanuu.

Diasiby Dt (7 ol &
T e (1] 8 3597

eyt 06 0300 KN
il . Ve Yl 1§ 1INE

Fega ol b

Puc. 3. AeBouka M., 1 roa 6 mec. Nukemus (no aanubim CGMS) nocae Ha3HavyeHusl TAMDEHKAAMMAA.

myTauueil L164P npuBeno K yxXyAlICHUIO IJMKEMUYE-
cKkoro mpodwisi U MOSIBJIEHUIO KeTo3a, B pe3yJbTaTe
yero Obljla Ha3HaYeHa TMPEeXKHss cxemMa MHCYJIUHOTepa-
MUU. DTO COMIacyeTcsl ¢ JaHHBIMM 3apyOekKHBIX aBTO-
poB [24], corjacHO KOTOPBLIM MpU JaHHOW MyTaluu
mmbeHKIamMun HeaddekTuBeH. Ponutenn mauueHTta ¢
HC/, accouumnpoBaHHBIM ¢ MyTaueit VOOM, a Takxke
nanueHT 25 et ¢ mytauueir R201H ot monudukanuu
JIEUCHUS B HACTOSIIIEe BpeMs Bo3AepKanuch [27].

B 2010 r. E.E. IleTpsiikuHa 1 coaBT. ONUCAIU CIIy-
yaii HeynauHoro nepesona nauveHta ¢ HC (myrauust
V69M) Ha rmmbeHKIamMu (yXyaieHue TIMKeMUYeCKO-
ro npodujs 1 nosiBJeHue Kero3a. B 3apydexHoii nute-
paType HeT onucaHus nepesoaa Ha tepanuio [TT1C nma-
LIMEHTOB C JAaHHOW MYTalUEN.

B unctutyTe nerckoii aHgokpuHonoruu DHII 06-
cnenoBaHbl 34 pebenka ¢ HCJI B Bo3pacTte oT 1 Mec 10
10 ner [28]. O OByX MepBbIX YCHEIIHBIX MepeBoIax Ha

MPOBAEMbI SHAOKPUHOAOIMM, 1, 2014

IITIC MbI coobmanu paHee [29]. B nmepBoM ciydae me-
peBo ObLT ocylecTBIeH y pedbeHka ¢ I[THC/ (myranus
R201H B rene KCNJ11) TsKeabIM JTaOUJIbHBIM TEUSHU-
eM 3a00JIeBaHUsI, TOCTATOYHO OOJIBIION TOTPEOHOCTHIO
B uHcynuHe (mo 1,5 En/kr/cyt) u DEND-cunapomom.
IIpu ocMOTpe HEBPOJOTOM OTMEUYEHBI MTapOKCU3MaIb-
HbI€ COCTOSIHUS B BUJE KPaTKOBPEMEHHBIX TOHUYECKMX
HaNpsDKeHUId B pyKax, KJIOHWYECKUE IOAePTUBaHUS
MMMUYECKHMX MBIIII JIMIa. BblT ycTaHOBJIEH AMArHo3:
CHUMITOMAaTHYEeCKasl SMUJICTICUsI, CUHAPOM JIBUTaTe b~
HBIX HapylleHuil. Ha3HadeHa Tepamnusi AenakMHOM B
no3e 10 mr/kr/cyt. Ilocne nepeBona Ha MIMOCHKIAMU
B 1o3e 0,3 Mr/Kr/cyT oTMeJyajach HOpMaau3alus TJau-
KEMUYECKOTO MPOMWIIs, YIydllIeHUe IICUXOMOTOPHOTO
pa3BuTus pedeHka. Ha D31 pernoHaibHbIX UBMEHEHU
M SIMWIENTU(GOPMHBIX TTATTEPHOB He BBISIBIeHO. Peko-
MeHayeMas 103a Ipu gaHHoi mytaunu — 0,16—0,6 M1/
¢yt [5]. Bropoii ciyuait — neBouka ¢ THC/I; manudec-
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Tanus ¢ 4-MecsIYHOTO BO3pacTa ¢ peMuccueir B 8 Mec.
[ToBTOpHas MaHUbecTalus 3a001eBaHS ITPOU3O0IILIA B
Bo3pacrte 6 yieT. ClielyeT OTMETUTD MSTKOE TeUeHUE 3a-
conesanusa (HbA,  — 7,9%) m nebGombliyio moTped-
HocTh B uHcynuHe (0,3 En/kr/cyt). [Ipu MonekynsipHO-
TCHETUYECKOM MCCIIeNIOBaHNM OOHapyXeHa MyTallus
1284E B rene KCNJ11. IlepeBon Ha Tepanuto ITI1C 6bu1
npousBeneH yepe3 10 jeT mocie mepBoil MaHUbecTa-
uuu 3aboneBaHus. IlepeBeneHa Ha rIMOeHKJIAMUI B
no3e 0,16 Mr/kr/cyt; mocjie nepeBojaa riuKeMus 5,4—
7,8 mmonb/n, yposenb HbA = — 6,0%. [loza IIIIC co
BpeMeHeM cHusuiaach 10 0,07 mMr/kr/cyT. B nureparype
HaM He BCTPETWJIOCH OTMCAaHUS TIepeBoa MaIlieHTOB C
IAHHOU MyTallMEH.
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