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HeoHaTanbHbIl caxapHbiin gnabet (HCH), nnm guabet HOBOPOXAEHHbIX, OTHOCUTCA K MOHOreHHbIM popMam 3aboseBaHus,
XapaKTepr3yoLWMMCA BblpaXXeHHbIM reHeTuyecknm nonumopdursom. OH ABNAETCA pefKMM FreHeTUYecKr AeTepMMHUPOBaH-
HbIM 3ab0NieBaHNEM, XapaKTePM3YIOLMMCA PaHHUM HayasioM (Kak NpaBusio, B nepeble 6 MecALEeB KN3HW) C pa3BUTNEM CTOW-
KOW rneprimkeMmu, CBA3aHHOW C HapyLUEeHMEM CeKpeLnn NHCynrHa. K HacToAwemy BpemeHun nssectHo 6onee 30 reHos,
yuactsytowmx B pazsutum HCJl. Cpean Hux myTaumm B reHax KCNJ11, ABCC8 n INS asnaiotca npuumHon noutn 70% cnyvaes
nepmaHeHTHoON dopmbl 3aboneBaHnA. Hanbonbliee KNMHUYECKOE 3HaYeHMe MMEIOT MyTaLMKn B reHax, Kognpyowmx GyHK-
uuto Kanmesbix kKaHanos (KCNJ11, ABCC8), nockonbKy HazHauyeHne cynbGOHUIMOYEBUHHbBIX NPenapaToB, CNOCOOCTBYOLNX
HopManusauun nx GyHKLMK, NO3BONAET BOCCTAHOBUTb CEKPeLMIO MHCYNIMHA U NepeBecTU NauMeHTOB C MHCYNMHOTepanuu
Ha nevyeHre NepopasbHbIMU CaXapOCHWKAOLMMM NpenapaTamu.

Y 6onblunHCTBa 6ONbHBIX 3TOT NepeBOf BO3MOXEH B JII060M BO3pacTe, OfHaKo paHHee Ha3HaueHwue CynbGOHUTMOYEBUHHDBIX
npenapartos (B NepBble MecALbl X13HWN) UMeeT NPUHLUMUNMaNbHOE 3HaYeHne, MOCKOJbKY MO3BONAET NPefoTBPaTUTbL Nopake-
HMe LeHTPanbHON HEPBHOW CUCTEMbI, Hepef Ko Habntogaemoe y 60/bHbIX C JaHHbIMU MyTaLMAMM.

OnpepfeneHune reHeTUYECKMX MyTaLMid CTAaHOBUTCA KITHOYEBbIM MHCTPYMEHTOM AJ1A Bpayeli, No3BOMAA OCYLLECTBNATb TOUHYIO
[OVarHoCTMKy 1 npoBoauTb Hambonee sddekTnBHoe neveHne. CBoeBpeMeHHaa AMarHoCTMKa CcrnocobCcTByeT Ha3sHaueHMIo
ONTMMAsbHOW CaxapOCHWXKAIOLLEN Tepanuu C Lenbto AOCTUXKEHNA LieNeBbIX MOKa3aTenen MnUKeMNM N CHXKEHUIO PUCKA pas-
BUTUA NOPAXKEHUA LEHTPaNbHON HEPBHOM CUCTEMBI U CNeLMUUECKNX OCNOXKHEHWIA CaxapHOro gnabeTa. B gaHHONM cTaTbe
npeAcTaBneHo onvcaHue AByX KNNHUYECKUx cnyyaes nauneHtok 30 n 33 net ¢ HCJ], y KoTopbix 6bina BbiiBNeHa MyTauma
p.R201C B rene KCNJ11 B 3peniom Bo3pacTe C NocieayoLwmmM NepeBooM C MHCYNIMHOTEPanumM Ha NaToreHeTuyeckn obocHo-
BaHHYIO CaxapOCHMKaloLLYyIo Tepanuio.

KJTIOYEBbIE CJ/IOBA: npenapamel CynbhOHUIMOYEBUHbI; 2eHemuy4eckoe mecmupo8aHue; Kaauessle KaHasbl 8HyMpeHHe20 8bINPAMICHUS; My-
mauus ABCC8.

A PERSONALIZED APPROACH TO THE TREATMENT OF NEONATAL DIABETES MELLITUS
CAUSED BY A KCNJ11 MUTATION: CLINICAL OBSERVATIONS
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Neonatal diabetes mellitus (NDM), or diabetes of the newborn, belongs to the group of monogenic forms of the disease
and is characterized by marked genetic polymorphism. It is a rare genetically determined disorder with early onset (typi-
cally within the first 6 months of life), manifesting as persistent hyperglycemia associated with impaired insulin secretion.
To date, more than 30 genes have been identified as being involved in the development of NDM. Among these, mutations in
the KCNJ11, ABCC8, and INS genes account for nearly 70% of cases of the permanent form of the disease. Of particular clinical
importance are mutations in genes encoding potassium channel function (KCNJ11, ABCC8), as treatment with sulfonylureas,
which help normalize channel activity, can restore insulin secretion and enable patients to transition from insulin therapy to
oral glucose-lowering agents.

In most patients, such a transition is possible at any age; however, early initiation of sulfonylurea therapy (during the first
months of life) is of critical importance, as it may prevent central nervous system damage, which is frequently observed in
patients with these mutations.

The identification of genetic mutations has become a key tool for clinicians, enabling precise diagnosis and the selection of
the most effective treatment strategies. Timely diagnosis facilitates the initiation of optimal glucose-lowering therapy aimed
at achieving target glycemic levels and reducing the risk of complications, particularly those affecting the central nervous
system, as well as specific complications of diabetes mellitus.

This article presents two clinical cases of female patients aged 30 and 33 years with NDM, in whom the KCNJ11 p.R201C
mutation was identified in adulthood, followed by successful transition from insulin therapy to pathogenetically targeted
glucose-lowering treatment.
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CASE REPORT

AKTYAJIbHOCTb

HeoHaTanbHbIli caxapHbli gnabetr (HCO) — penkas
dopma caxapHoro pmabeta (CH), AmarHocTMpyemoro
B nepsble 6 MecAueB »mn3HKM [1]. YacToTa BCTpeyaemocTn
HC[ Bapbupyet o1 1 cnyyaa Ha 300 000-500 000 HoBoOpO-
XKOeHHbIX [2], B HEKOTOpbIX CTpaHax pgocturaet 1 cnydas
Ha 90 000-160 000 HoBOpOXAeHHbIX [3], a B pernoHax ¢ 6o-
Nlee BbICOKOW BCTPEYAEMOCTbIO O/1M3KOPOACTBEHHbIX Opa-
KOB MOXeT gocturatb 1 cnyyas Ha 20 000 [4].

HC[ siBnaetcs moHoreHHom dopmon C[l n accounnpyeTt-
cA ¢ MyTaumamuy B 6onee yem 30 pas3numuHbix reHax [5]. Hau-
6onee yacto npuumHoi HCI ABnA0TCA aHOManum NMMNpPUH-
TUHra B NIoKyce 6q24 n mytaunn B reHax KCNJ11 n ABCC8 [6].

leHbl KCNJ11 n ABCC8 kogupytoT Kir6.2 n SURT — cy6b-
efnHUUbI afeHo3uHTpudochat (ATD)-3aBNCUMBIX KaneBbixX
kaHanoB [1]. ATD-3aBMCKMMblE KanMeBble KaHanbl Mrpatot
K/IOYEBYIO POJIb B MIHOKO30CTMMYIMPOBAHHOW CeKpeunn
WHCYNMHa. 3aKpbiTe 3TMX KaHaloB NPOUCXOANT NPU BbICO-
KoM ypoBHe ATO B 3-kneTkax 1 NPUBOAUT K AenonApu3aLmm
MeMOpPaHbl U aKTUBALMUN KasbLMEBbIX KAaHAsOB, YTO CTMMY-
nupyeT BblicBOOOXAeHVE NHCYNMHA. Mpy MyTaumax B reHax
KCNJ11 n ABCC8 KaHanbl OCTaloTCA OTKPbITbIMUK, YTO Hapy-
LIaeT HOPManbHYK CTUMYNALMIO CEKpeLMr NHCYNNHA U CNOo-
cobCTBYeT pa3BUTUIO rMNepraukemum [2, 6].

Mpenapatbl cynbdoHnnmouesnHbl (MCM) obnapatot
runornukemuueckum 3ddektom, obecneumBaa CTUMYns-
LU0 BbICBODOXKAEHUSA MHCYNMHA B-KNeTKaMu NocpeacTBOM
6nokagbl ATO-3aBUCUMBIX KanuneBbix KaHanoB. [pu 3Tom
npenapatbl [ICM nerue fo3npoBaTb NO CPABHEHUIO C NHCY-
NMHOTEepanuer, 0COOEHHO Y HOBOPOXIEHHbIX, @ MOKa3aTe-
N rukemun 6onee cTabuibHbI NPY MEHbLLEM PUCKE TUMO-
n runepravkemuii [7]. MauymeHTsl ¢ HCJl, 06ycnoBneHHbIM
MmyTaumamm B reHax KCNJ11 n ABCC8, 6onee uem B 90% cny-
yaeB MOryT ObITb NepeBefeHbl Ha Tepanuio NCM ¢ xopolumnm
s¢dekTom [8].

CBoeBpemMeHHaa auarHoctnka HCI nmeet npuHumnun-
anbHOe 3HayeHue, NOCKONbKY OT Hee 3aBMCUT Ha3HauyeHue
Hamnbonee 3pPeKTUBHOI CaxapOCHWKAOLLEN Tepanuu [6].

B HacToAwen cTaTbe npeAcTaBneHbl ABa KAMHUYECKNX
Crlyyas B3pOC/ibiX MALMEHTOK, Y KOTOPbIX AMarHo3 Obin Be-
prdunumMpoBaH Nnocne poxaeHus geten ¢ ¢eHotunom HCA
1 NOATBEpPXKAEHHON MyTaumen B reHe KCNJ11. B ogHom cny-
yae Tepanua npenapatamu NMCM 6bina gocTaTouHO 3dpdek-
TUBHOW, a B PYrOM — MOMbITKa NepeBoAa C MHCYNMHOTe-
panuu Ha Tepanuio NMCM 6bina CNOXHOW B CBA3M C HU3KOW
NPUBEPXKEHHOCTbIO NIEUEHUIO MALMEHTKN, ynoTpebneHnem
SHEepreTMKOB 1 Np.

OMUCAHUE KNTUHUYECKUX CNTYYAEB

MauwvenTka L., 33 net, c C[] anutenbHocTblo 33 roaa, no-
ctynuna B OIbY «<HMWL, sHaoKpuHONornm nm. akagemmka
WN.N. Neposa» MunH3gpaea Poccun ¢ xanobamm Ha exxeHeB-
Hble runornukemun o 2,0 MMonb/n, HenpegHaMepeHHoe
CHKEHME MacChl Tefa Ha 8 Kr 3a 5 MmecaLeB, ann3ofuyeckoe
NOBbILLEHNE apTepUanbHOro aaeneHna go 140/90 mm pT. CT.

[Mukemusi B aeblote 3aboneBaHus (B Bospacte 4 mecs-
ueB) — 25,0 MMONb/N, Cpasy »Ke UHULUUPOBAHA WNHCYNU-
HoTepanusi. Ha Bcem npoTaeHnn 3a60eBaHNs, HECMOTPA
Ha MHOrOKpaTHble rocnuTanusaumm B 3HAOKPUHOMOMMYe-
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CKOe oTaAeNIeHne 1 AMHAMNYeCKoe HabsloaeHe SHAOKPUHO-
nora No MecCTy »KUTeNbCTBA, CTOMKOW KOMMNEHCcaUnn yrneBo-
[LHoro obmMeHa JOCTMYb He yaanochb. MNpoxognna obyueHve
B LUKOJIE CAMOKOHTPONA ANA MaLMeHTOB C CaxapHbiM Ana-
6etom 1 Tmna (C[1), ogHAKO MOJyYEHHbIE 3HAHUA Ha MpPaK-
THMKe He NMpuMmeHAna. Snn3o4bl MMNOrNKEMUN BO3HMKaNM
1-2 pa3a B Hefenio, X Pacrno3HaBaHUe OblI0 HapYLLIEHO.
M3 aHamHe3a n3BeCTHO, UTO y NMaLMeHTKM OblIO iBOE POLOB.
MepBbii pebeHOK poanca y NaunMeHTKN B Bo3pacTe 25 net
(cpok pogopa3spelueHus naumeHTKa Ha3BaTb 3aTPyAHANaCh;
B CBA3M C KIMHUYECKN Y3KMM Ta30M BbIMOSIHEHO Kecape-
BO CeYeHne, Macca Tena pebeHka npu poxaeHun 1600 r.)
1 B BO3pacTe 3 mecAueB y Hero amarHoctuposaH CA1, nHu-
LUMMPOBaHa MHCYNMHOTepanus, Ha GOHe KOTOPOW, CO CJIOB
MaTepw, pasBuiacb rmnornmkemmyeckaa Koma. NpoeegeHo
MONEKYNAPHO-TeHEeTMYECKOE TeCTMPOBaHUE, NOATBEpPXKae-
Ha myTauua B reHe KCNJ11 (reteposurotHaa R201C), npe-
napatbl [MCM He Ha3Hayanucb, pebeHoK normbé B Bo3pacTte
4 net. TecTupoBaHME MaTePU He MPOBOAUNOCH MO TEXHU-
Yyeckum npuyrHam. BTopon pebeHoK poannca y naumeHT-
K1 B Bo3pacTe 29 neT Ha Cpoke bepeMeHHOCTU 36 Heaenb,
BbINOJIHEHO KeCapeBOo ceyeHune (Mpu poXKAeHUN PocCT 46 CM,
Macca Tena 2240 r.), No AaHHbIM MOJIEKYIAPHO-TeHETUYECKO-
ro UCCNIe[oBaHNA Y HEro TakXKe BbiAABIEHA MyTauuA B reHe
KCNJ11, "HMumMmnpoBaHa Tepanus rmmnbeHKnammaom C 4ocTu-
»KeHMeM UeneBbiX Mnokasartenen rmmkemum [9].

Ha MoOMeHT HacTosAwen rocnuTanmnlaumm nokasaTtenu
rMYKEMUUN MPEeNMYLLECTBEHHO LiefIeBble, OTMeYanacb HeKo-
TOpas 3aepKa NCMXOPEeYEBOro Pa3BUTKA, OAHAKO AOCTa-
TOYHO paHHEee Ha3HauyeHue MaToreHeTnyeckn oH6OCHOBaAH-
HOWM Tepanuu MO3BONAET HafeATbCA Ha MONOXMTENbHYIO
OVHAMUKY.

YuntbiBasi paHHUN aebiot Cll, poxaeHne ABOVX OETeWn
¢ HCJ1, y KOTopbIX B X04€ MONEKYNAPHO-TeHETUYECKOrO 1C-
cnefoBaHMA BbiABNeHa MyTauusa B reHe KCNJT1, npoBefieHo
MONEKYNAPHO-TeHETMYECKOE TeCcTUPOBaHME MaTepu MeTO-
[IOM CEeKBEHVPOBaHMA HOBOro nokoneHusa (next-generation
sequencing, NGS), no pesynbraTam KOTOPOro AUarHocCTu-
poBaHa myTauusa B reHe KCNJ17 (NM_000525.4) B 3k30He 1
(HG38, chr11:17387491G>A, c.601C>T) B retepo3urotr-
HOM COCTOAHMW, MPUBOAALLAA K aMWUHOKUCIIOTHOW 3ame-
He p.Arg201Cys c rny6uHoii nokpbitusa 182x (rs80356625),
B CBA3N C uyeM NpoBefeHa peknaccndrkaumsa AuarHosa
Ha «HeoHaTanbHbI CaxapHbIl AnabeT, acCoUMNPOBAHHbIN
c myTaumen KCNJT1».

Ha momeHT noctynnenus s ®IbY «HMWL sHagokprHono-
rum nm. akagemmka U.MN. eposa» MuH3gpasa Poccuun nony-
Yyania aHanor MHCyMHa YenioBeKa AINTENIbHOro AeNCTBMA —
NHCYnuH getemup, 4 Eg B 22:00. MNpwn nocTynneHnn ypoBeHb
MMMKMPOBAHHOIO remornobuHa coctasun 15%. O6palyano
Ha ce6s BHMMaHME CHUXEHNE KOTHUTUBHbIX CMOCOBGHOCTEN
nauuneHTKu (BblKMBLUMIA pebeHoK ¢ HCI] BocnuTbiBaeTcA 6a-
6yLIKOW NpaKTMyeckn 6e3 yuactus matepu), HecobniogeHue
HaBbIKOB CAMOKOHTPOSIA. B oTaeneHnn oTmeHeHa NHCYMHO-
Tepanua, MHMLUMnpOoBaHa Tepanua npenapatamu MCM (rnn-
Knasua ¢ MognuduunpoBaHHbIM BbICBOOOXAEHMEM) B 103€
30 mr nog KOHTponem rnvkemunu. B nepmnog rocnutannsaumm
Habnoganucb anuMsoabl rmnornukemun (0o 2,4 mmonb/n),
B CBSI3M C YeM fAo03a MukKnasuga ¢ moanduumpoBaHHbIM
BbICBOOOXKAEHNEM CHUXKEHA A0 7,5 mr. Ha poHe ckoppeKkTu-
POBAHHOW CaxapOCHWKAKOLWEN Tepanu OTMeYanacb noso-
»KUTenbHas AMHaMUKa B BUAe CTabunmsaumm nokasartenemn
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rVKEMWW HA UHAUBUAYANbHOM LiefIeBOM YPOBHE B TeUeHe
CYTOK.

MpoBeneH CKPUHUHT ocnoxHeHun CJ: nopgTBepxae-
Ha HenponudepaTnBHaa pOuMabeTnyeckas pPeTUHOMATUSA.
YpoBeHb KpeaTMHMHa 51 MKMOMb/N, pacyeTHas CKOPOCTb
knyboukoson ¢unbrpaumm (pCKO) no dopmyne Chronic
Kidney Disease Epidemiology Collaboration (CKD-EPI)
121,32 Mn/mMuH/1,73 M?, COOTHOLIEHUE anbbymMuH/KpeaTu-
HUH 11,84 Mr/Mmonb, anbbymrHypus Kateropum A2. YunTbl-
BaA Hanuuvie NOATBEPXAEHHON anbbyMnHypun, Ha3HayeHa
HedpoNpOTEKTVBHAA Tepanus UHIMOMTOpPaMu aHrMOTEH-
3uHMNpeBpaLLamLero ¢epmeHTa.

Cneuyvannctom KabuHeTa «gnabetmnyeckasa ctona» nof-
TBEPXKAEHA JuCTanbHasa auabetmyeckas noavuHenponaTus.
TakuMm 06pa3oM, Hey[oBJIETBOPUTESNIbHBIA CaMOKOHTPOJSIb
MIVKEMWM B TEUEHME ASINTENIBHOTO BPEMEHMW NPUBEN K pas-
BUTUIO MHOXECTBEHHbIX O0CNoXXHeHu Cll, 6onee BblparkeH-
HbIX, YeM y nauueHToB ¢ C[11, 3aboneBlnx B paHHEM BO3-
pacTe.

MauneHTKa 6bina BbinucaHa Ha Tepanun NMCM ¢ nogpo6-
HbIMW peKOMeHJaUMAMY 1 NepefaHa nog HabnoaeHve Bpa-
Ua-dHJOKPUHONOra MO MEeCTY »KUTEbCTBA.

MaumenTtka K., 30 net, ¢ CHO, AMArHOCTUMPOBAHHbLIM
B BO3pacTe 3 mecALeB (MPoJomKUTENIbHOCTb 3a60neBaHNA
30 neT), noctynuna B OIbY «<HMWL| sHgoKpuHOnorum mm.
akagemuKa W.N. OegoBa» MuH3gpaBa Poccun ¢ »kanobamum
Ha KonebaHus rukemun oT 3 4o 25 MMOJb/N B TeUEeHUe Cy-
TOK, CHU>KEHME OCTPOTbI 3peHA Ha 06a rnasa, TAHywme 6onu
B MKPOHOXHbIX MbllwLax. Ha Bcem npotsxeHnn 3abonesa-
HUA Monyyana pasfinyHble npenapatbl FeHHO-MHXEeHepPHO-
ro UHCYNMHa YenoBeKa 1 ero aHanoru. Tepanva Ha MOMEHT
rocnuTanusaumn: nHcynuH rnaprud 20 Eg B 22:00, nHCynuH
nmn3npo u3 pacyeta 1 XE:2 Ep.

B 2022 ropgy, B Bo3pacTe 26 neTt, nauMeHTKa poguna pe-
6eHKa (Ha cpoke 28 Heaenb BbIMOMIHEHO KECAPEBO CEUYEHME,
Macca Tena pebeHka npu poxaeHun 1090 r., pocT 39 cm),
y kotoporo HCJ] anarHocTnpoBaH (NoaTBep»KAEH reHeTunYe-
CKW) B MepBbIf MecAL, X13HU, pebeHOK YyCneLIHO NepeBeaeH
Ha npenapatbl [ICM. Bnocneactsnu, yuntbiBaa KNMHNYECKYIO
KapTUHY Yy MaTepu, e Takxe nposegeHo B OIBY «<HMUL sH-
JoKpuHonorum nm. akagemmka W.W. Jeposa» MuH3gpasa
Poccum monekynapHo-reHeTUYeCKoe nccnefoBaHne MeTo-
nom NGS: B reHe KCNJ11 (NM_000525.4) B 3k30He 1 06Hapy-
KeH TaKoW e, Kak Yy pebeHKa, paHee OMuncaHHbIN B nTepa-
Type BapuaHT HyKneoTuaHou nocnaegosatenbHoctn (HG38,
chr11:17387491G>A, c.601C>T) B reTepo3nroTHOM COCTOS-
HUK, NPUBOAALLNIA K aMUHOKNCNOTHOM 3ameHe p.Arg201Cys
¢ ry6urHon nokpbitus 182X (rs80356625).

O6palyaeT Ha cebs BHUMaHME OTCYTCTBME AOCTUMXEHUSA
LeneBblX MOKa3aTenen rMKeMUn Ha BCEM MPOTAXKEHUM 3a-
6oneBaHNs, OQHOKPATHO B Bo3pacTe 4 fieT 3adpuKCMpPOBaH
3nu3opg AnabetTmyeckoro Ketoaumaosa (koma?). Nokasatenb
rMUKNPOBAHHOIO remornobuHa netom 2024 roga coctaBui
10,0%. CTpyKTyprpoBaHHOe obyyeHune B LWKONe AnA nauu-
eHToB ¢ C/] He npoxoauna.

PerynapHbI CKPUHWHE ANA OUEHKN MO34HUX OC/IOXKHEe-
Hui C] He npoxoguna.

Mpu nepsuyHom noctynneHun 8 OrbY «HMWL, sHpo-
KpuHonorun um. akagemuka W.A. Oeposa» MwuH3gpaBsa
Poccum rmuknpoBaHHbI remornobuH — 13,5%. B c¢BA3n
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C noaTBepxKAeHHON MyTaumen B reHe KCNJ11 B otaeneHum
NpoBOAMIACh MOMbITKA MepeBoda MaUVEHTKU Ha rnbeH-
Knamup B MakCMMasnbHOW CyTOYHOW fo3e (no 5 mr 3 pasa
B CyTK/ nepef OCHOBHbIMY NMpuemMamu nuuim) B KOMOrHa-
UMM C MHCYNIMHOM AnuTesibHoro aencteus. Mpu nccnegosa-
HUK 6asanbHOro 1 CTUMYMPOBAHHOrO ypoBHen C-nenTu-
Ja OTMevanocb HefoCTaTOUYHOE MOBbILWIEHVE MOKa3aTens
(oT 0,17 Hr/mn po 1,8 Hr/mn). Mpy Npueme rMmnbeHKNamuaa
3a 60 MUH 0O Nprema NUWK OTMeYanacb MeHbLUAadA Bapua-
6enbHOCTb rukemuw. Mo pesynbratam HabnogeHUa nayu-
E€HTKE PEKOMEHAOBAHO MNPOLOMXKNUTL Mpuem rubeHKna-
Muaa nNpu cobMofeHUN YBEIMUEHHOTO VMHTEepBana Mexay
npremMomM npenapara 1 IPMeMOM NULLN.

MpoBegeHa OUEHKA Hanuuus 1 CTENeHU BblPaXKeHHO-
CTV no3gHux ocnoxHeHnn Cll. OunbTpayuoHHaa QyHKUUS
MOYeK COXPaHHa: YPOBEHb KpeaTnHNHa — 61,9 MKMOsb/A,
pCK® no CKD-EPI — 117 mn/mnn/1,73 M ToBbllleHne co-
OTHOLLEHUs aNbOYMUH/KPEaTUHUH B Pa30BOWN YTPEHHeN
nopumm mouu go 9,27 mMr/Mmonb BbiAIBJIEHO BMepBble; ANiA
BepudUKaumMn XpoHundyeckon bonesHn novek (XbIM) peko-
MEHAO0BAHO MOBTOPHOE MCC/IelOBaHNE COOTHOLIEHUS allb-
6YMUH/KpeaTVHUH B TeyeHne 3 mecAleB B ambynaTopHOM
nopsigke. [uarHoctnpoBaHa HenponudepatnuBHas aunade-
TUYECKan pPeTrHOMNaTMA 060KX INa3, TaKKe NoATBEPXKAeHA
OVCTanbHasa ArabeTnyeckas NMoMMHeNponaTusi, CeHCOpHas
dopma.

Takum 006pa3om, Hey#OBNETBOPUTESIbHBIN  CAMOKOH-
TPOJIb FIMKEMUU B TEUEHME [JINTENIbBHOTO BPEMEHN TaKKe
NpuBeN K Pa3BUTUI0 MHOXECTBEHHbIX OCJIOXKHEHUI Y Mauu-
eHTKn ¢ HC/.

OCO6EeHHOCTBIO AHHOTO KJIVIHUYECKOro CJlyYasi, B OT/U-
yre OT NepBOl MALMEHTKY, ABASETCA HeOdOCTaTOUHbIN 3¢-
¢dekT oT npenapaTtoB MCM, uTo MOXeT 6bITb 06ycnoBse-
HO Hey[OBNIETBOPUTENIbHbIM CAMOKOHTPOJIEM  FIMKEMUU
CO CTOPOHbI NauMeHTKN. Kpome Toro, HegoCTaTOUHbIN 3¢-
¢dekT ot npenapaTtos NCM Habnogaetca npumepHo y 10%
nauneHToB ¢ myTauuein B KCNJ11 [10], uto moxeT noTtpebo-
BaTb BO30OHOBNEHNsA 6a31C-60MI0CHON Tepanuu.

OBCYXAEHUE

HC[ npegncTaBnset cobon peakyto ¢opmy C[l, anarHo-
cTupyemyto B nepsble 6 mecaueB xusHu [1]. Monekynsp-
HO-TeHeTMYecKoe 1ccnefoBaHve cnegyeTt NpoBOANTb BCEM
getam, y kotopbix CI1 amarHocTMpoBaH B Bo3pacTe Ao 6 Me-
csAueB, a Takke aetam ¢ gebiotom CI1 B Bo3pacTte 6-12 me-
cAUEeB MpY OTCYTCTBUM creumduuecknx OCTPOBKOBBIX ay-
ToaHTUTEN [6]. ANrOpPUTM ANArHOCTUKN 1 TaKTUKK NleueHnn
npeacTasieH Ha pucyHke 1.

BolaensioT agBa KnuHnyeckux noatmuna HCJl — nocrtosx-
HbIA 1 TPAH3UTOPHBIN. MpuK nocTosiHHOW dpopme TpebyeTcA
HenpepbliBHAA Tepannsa C MOMEHTA NMOCTAaHOBKW AMArHo3a,
B TO BpeMA Kak TPaH3UTOPHbIA BapuaHT XapakTepusyertca
CMOHTAHHOW pemuccmen C BOSMOXHbIM pPeLuanBomMm B nNoa-
pocTkoBom Bo3pacTe [11]. Takke HCI MoXeT ObITb OOHUM
N3 KOMMOHEHTOB MyNIbTUCUCTEMHbIX CMHAPOMOB [11].

MaTtoreHeTnueckon ocHoBon HCI ABnAlTCcA MyTauumu
6onee uem B 30 pasnuuHbIX reHax, B 90% cnyyaeB — B re-
Hax KCNJ11 n ABCCS8, kogumpyoowmx cybbeanHuLbl Kanuve-
BbIX KaHanoB P-knetok (Kir6.2 n SUR1) [4]. ATO-3aBUCUMbIe
KanueBble KaHanbl PErynvmpyloT Mnpouecc MKO30CTUMY-
NINPOBAHHOWN CEKpeunn WHCYNMHA: CeKpeuma WHCYIUHa

Diabetes Mellitus. 2026;29(4):419-426
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Cl, BnarHoCTMpOBaHHbIN
B MepBble 6 MeCALEB XKN3HU

C[l, BnarHoCTMpPOBaHHbIN
B BO3pacTe oT 6 f0 12 mecAueB

l

OTpuuatenbHble
cneunduyeckne oCTPOBKOBbIE
aHTUTENa (He MmeHee 3 BUAOB)

l

MOJ'IeK)/J'IﬂpHO-FeHETVNECKOE nccnenoBaHme

MyTtaunn B reHax KCNJ11 nnn ABCC8

MepeBog Ha npenapatbl CylbGOHMIMOUYEBHDI

PucyHOK 1. ANropnTm AnarHOCTVKU 1 TaKTUKM JIeYEHNA HeOHaTaIbHOro caxapHoro AvabeTa.

MNpumeuanue. C[1 — caxapHblii gnaber.

VHNLMMPYETCA 3aKPbITEM KaHaNoB U UHIMOUPYeTCs UX OT-
KpbiTrem. Kanunesble KaHanbl coctoAT 13 4 cybbeanHmy SUR1
(cynbdoHUNIMOUEBUHHOTO peuenTopa) U 4 cybbegmHuy
Kir6.2. Mpwn nocTynneHun roko3bl B 3-KNeTKy C MOMOLLbIO
rMOKO3HOro TpaHcnopTtepa GLUT2 oHa meTabonusmpyeTcs,
yTO NPUBOAUT K HakoneHuo ATO n 3akpbiTuio ATO-3aBrCK-
MbIX KanneBblX KaHanoB. 3aKpbiTve KanneBblX KaHanoB Be-
[eT K Aenonapu3auumn KIeTouHo meMbpaHbl U OTKPbLITHIO

B Hopme

O rMIOKO3a

ATO

-

ATD-3aBUCKMMBIN
KanueBsbll KaHan

(Kir6.2 + SUR1)
M?_'bc'sﬁv?:a Aenonapusayuns
KanbLueBbln
KaHan
Ca2+ oo

0©

KanbLMEeBbIX KaHANOB, T. €. K YBE/IMUYEHMNIO KOHLEeHTpauun
noHos Ca?" BHyTpu KneTku. NocnegHee sABNAETCA MYCKOBbIM
MEXaHU3MOM BbIXOAa MHCYNMHA 13 KneTku. [Mpn aktuBmpy-
loWen MyTaumm B reHax KaJiMeBbiX KaHasioB OHWU OCTaloTCA
OTKPbITbIMW, HECMOTPA Ha MOCTYMNJIEHNE TMIOKO3bl B KNETKY,
BCNeACTBUE YErO rMMNepPrINKeMnNa He NPUBOAUT K fOCTaTOY-
HOWM CTUMYNALMN BbIXOAa MHCYNMHA B KPOBOTOK [2, 6], uTO
NMOKa3aHo Ha PUCYHKe 2.

Mpn HeoHaTanbHOM caxapHom AnabeTe

AKTUBM3UPYIOLLAA MyTaLuA
KCNJ11/ABCC8

Vv

KaHaJl1 OCTaeTCA OTKPbITbIM

KaHajl OCTaeTCA OTKPbITbIM

cekpeunn NHCynmnHa HeT

L
l
%

PuicyHoK 2. AfeHo3uHTpudochaT-3aBrUCHMble KanmeBble KaHasbl B HOPME 1 NPy HEOHaTalbHOM CaxapHOM guaberte.

Mpumeyanune. ATO — ageHo3nHTpudocdart; Kir6.2 — cybbepmHuua kanuesoro KaHana; SURT — peuentop cynbdoHunmouesrHbl 1; Ca** — UOHbI
Kanbuys.
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MyTaumn B reHe KCNJ11 Takxe ABRAIOTCA MPUYMHOMN
HEBPONIOTMYECKNX HapYLWEeHUA — 3afepXKKM pPasBUTUS,
SNWNENCUKX, TUMOTOHUW, MbIlEYHON cnaboctn, ¢opmun-
pytowmx cuHgpom DEND (Developmental delay, Epilepsy,
and Neonatal Diabetes, 3anepka pa3Butusa, anunencus
n HCL) [11]. HeBponornueckne ocnoXxHeHnsa HabnogaTca
npumepHo y 20% naLveHTOB, NMPEUMYLLECTBEHHO C Aedek-
TOM B reHe KCNJ11, 4To yKa3biBaeT Ha My/IbTUCUCTEMHbIN Xa-
pakTep gedeKTa KanmeBbix KaHanos [12].

CornacHo JaHHbIM cucTeEMaTyeckoro ob63opa 1 meTaa-
Hanusa, Tepanua npenapatamu NCM obecneunBaeT bonee
3DEKTUBHBIN KOHTPOJIb MVKEMUW MO CPABHEHUIO C NHCY-
NMHOTepanuen y naumeHToB ¢ myTaumammn B KCNJ11 n ABCCS.
MepeBog MaUMEHTOB C MHTEHCUULNPOBAHHOW UHCYNHO-

KINUHUYECKII CINYYAN

Tepanuu Ha MEPOPAsIbHYI0 CaXapOCHWXKAIOLWY Tepanuio
COMPOBOXAAETCA CHUPKEHMNEM YPOBHSA MMIMKMPOBAHHOIO re-
MOTJIO6MHA, YMEHbLIEHNEM YaCTOTbl TUMOMIUKEMUI 1 YIyY-
LIeHeM KauecTBa »un3Hu [4]. Y 90-95% naumeHTtoB ¢ HC/,
obycnosneHHbiM Aedektamy ATD-3aBUCUMOrO KasiMeBoro
KaHasa, 4OCTUraeTcs yCToMUMBasa KOMMNEeHcaUus yrineBogHo-
ro obmeHa nocse nepesoga Ha npenapatbl MCM [11]. Kpome
TOro, oTMeyvaeTcs 6naronpuaTtHoe BnvaHne NCM Ha Henpo-
KOTHWUTUBHbIE U MOTOPHbIe GYHKLMM, 0COO6eHHO npu 6onee
paHHeM Hayane Tepanun [13].

Y 4acTM MALMEHTOB, HECMOTPA HA HaNUuue MOATBEPK-
LEHHOW MyTauum, MoHoTepanus npenapatamu NCM He obe-
CMeuymBaeT LIeNIeBOro MMKEMUYECKOrO KOHTPOJIA, UTO Tpe-
6yeT Ha3HauyeHUs KOMOVMHUPOBAHHOW CaxapOCHUXaloLeN

2
0 t t t t t t i
Ho Yepes [oobega Yepes [oyxmHa  Yepes MNepep, B 3.00
3aBTpakKa 2 yaca 2 yaca 2 vaca CHOM
nocne nocne nocne
—— [lo Hauyana npuema NCM Ha ¢oHe npurema NCM
PucyHok 3. Mnukemunuecknii npodunb naymeHTky L. Ha poHe npoBoarmol Tepanum, MMOnb/A.
Npumeyvanune. NCM — npenapaTtbl CyNbGOHUIMOYEBHHBI.
25
421,8
20 18,8
&4 16,4 16,5
15,1 ’ , 16,2
15
12,9 15,4 26 53 1ss 159
\/ 12,1
10 11,3 .3
5
0 f f f f f f !
Ho Yepes [oobena Yepes [JloyxmnHa  Yepes MNepepg, B 3.00
3aBTpakKa 2 vaca 2 vaca 2 yaca CHOM
nocne nocne nocne

—— [lo Hauana npuema [NCM

Ha ¢oHe npuema NMNCM

PucyHok 4. Iukemnyecknii npodunb naumeHTKn K. Ha $oHe npoBoAMMON Tepanum, MMOsb/1.

CaxapHblit gnabet. 2026;29(4):419-426

MNpumeyanune. NCM — npenapaTtbl CybGOHUIMOYEBHHBI.

doi: https://doi.org/10.14341/DM13463

Diabetes Mellitus. 2026;29(4):419-426



CASE REPORT

Tepanun (UHCYNMH ANUTENIbHOTO JEWCTBUA WM Mpenapatbl
MCM) nnn 6a3uc-60M10CHON UHCYNMHOTEPaNW MPU MOMOLLM
LUINPUMLEB-PYYEK UN UHCYNIMHOBBIX MOMM (MPeAnoYTUTENBHO
y MNafieHUeB B CBA3M C HU3KUMIY JO03aMW MHCYNHA) [14].

MakTopbl, BAMALLWME HA 3)DEKTMBHOCTb MpPenapaToB
MNCM npu HCA:

1. AnumenbHocme 3a6onesaHus. Yem MeHblie Npoaos-
XWTENIbHOCTb 3aboNieBaHUs, TeM Bbllle BEPOATHOCTb
3 dEKTUBHOIO OTBETA Ha MEPOPAsIbHYI0 CaxapOCHUXKa-
towlyto Tepanuio [15], a Takxke HXe [03a, Heobxoarmas
1A DOCTVXKEHUA LeneBbiX 3HauyeHun rvkemun [16].
DaHHbIN pakTop 06yCcnoBneH GyHKLUMOHaNbHOW COXPaH-
HOCTbIO 3-KJIETOK 3a CUET MEHee [INTeSIbHOro BO3fel-
CTBUSAI XPOHUYECKON rMNeprivkeMnu.

2. HeyoosnemgopumesbHbili Memabonuyeckuli KOHmMposb.
XpoHuueckasa runepriavkemma crnocobctsyer Mopdo-
NOTNYECKVIM U3MEHEHUAM OCTPOBKOB, CHMXKAA UyBCTBU-
TeNbHOCTb K Npenapatam MNCM [13].

3. Tunmymayuu. Pag mytauum KCNJ11 (Hanpumep, p.L164P,
p.C166Y) OeMOHCTPUPYET HU3KYI0 YYBCTBUTENbHOCTb
K MCM, uTo yKa3biBaeT Ha HEOOXOAUMOCTb anbTepPHaTMB-
HbIX CTpaTerun neyexHnsa [12].

4. [eHomunuyeckue pasauqusd. NaymeHTbl C MyTauuaMK
ABC(C8 uawe pocturaloT KOMMEHCauun YrneBofHo-
ro obmMeHa npu 6osiee HU3KMX A03ax rMUOEHKNamMuaa
N MMEIOT TeHAEHLMIO K CHWKEHWIO [O3bl B TeyeHue
Tpex net Tepanun [11]. Kpome TOro, Hannume ofgHom
N TOW Xe MyTauumn y 4ieHOB OJHOMN CeMbU TaKkXKe MOo-
XeT 06yCnoBNMBaTh Pa3fiNuHble KIMHUYECKNE KapTu-
Hbl, BEPOATHO 3a CYET JOMOJIHNTESIbHbIX SMFeHeTnye-
cKux paktopos [17].

MpepcTaBneHHble KIUHWYECKUE HabnogeHna noatesep-
XIalT HEOAHOPOAHOCTb OTBETA Ha Tepanuio. Y obenx na-
LUMEHTOK BbifB/IeHa MAEHTUYHaA myTauma B reHe KCNJTT,
OLHAKO B MEPBOM CJlyyae yaanocb AOCTUYb KOMMEHcaLmm
yrneBoAgHOro obmeHa, a BO BTOPOM Cilyyae noTpeboBanochb
NPOJOJIXKEHNE VHCYNIMHOTEPAMNUY, YTO OTPAKEHO HA PUCYH-
Kax 3 u 4.

B 6onblumHcTBe cnydyaes npu myTaumax KCNJ11 (okono
90%) naumeHTbl MOFyT ObITb YCNeLHOo nepeBefeHbl C NHCY-
nuHoTepanum Ha npenapatbl [NICM ¢ gocTukeHnem nyyuie-
ro KOHTPONA rukemun. XoTa Hawydlume pesynbraTbl, Kak
npaBuio, AOCTUrAlOTCA NPU MepeBOAe TakMX MaLMEHTOB
Ha [ICM B geTckom BO3pacTe, CYLIECTBYIOT KIMHMYECKMe
HabniofeHWs ycnewHoro nepeeofa naLyMeHTOB B BO3pacTe
20 neT 1 CcTaplLue, YTo NOATBEPXKAAET TOT GAKT, UTO B-KNEeTKM
MOTYT BbIXKMBaTb U OTBeYaTb Ha Tepanuto [CM gaxe cnycTa
OecATUNeTUA NHCynmHoTepanum [18].

Tem He MeHee onucaHbl KIMHWYECKUE CllyYan B CEMbSIX,
B koTopbix HCJl nogTBepxaeH y matepu 1 pebeHKa: fetu
6bUIM ycrnewHo nepesBefeHbl Ha NCM B paHHeM Bo3pac-
Te, TOrga Kak y matepen 3¢dekt He 6bin gocTurHyT [19].
B npyron pabote ycnex nepeBoga B3poCsibIx XKeHwuH ¢ HCJ1
Ha MCM 6bl1 BOCTUFHYT C NprYMeHeHreM 6onee BbICOKUX
103, uemM y ux geten [4]. Takum 06pa3om, MOXHO Npeanoso-
MWUTb, YTO BO3pacT UHMYmaumm tepanmm NCM moxeT Koppe-
nnpoBaTb ¢ Heobxoaumowm go3son NCM [16].

YuntbiBas BbllWeCKa3aHHOe, C LUeNibio Hanbonee 3¢-
¢bekTMBHOro nogbopa Tepanun cpasy e npuv BbiABIEHUN
HCI y notomkoB pogutenen ¢ mytaumen KCNJ11 ueneco-
06pa3HO NpoBefdeHNe NpeHaTaNibHOW WU pPaHHeN MnocT-
HaTa/IbHOWN reHeTuyeckon AvarHoctukm [4, 16]. MNokasa-
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HO, YTO Hambosiee paHHee Ha3Ha4YeHMe MaToreHeTUYeCKun
obocHoBaHHoOWM Tepanuu npu HCI, nomumo nopaep»aHus
CTOWMKOW KOMMEHCaLMmM YyrneBogHOro oOMeHa, MOXET MNo-
NOXWUTENbHO BAUATb HAa HEMPOKOTHUTMBHbIE 1 MOTOPHbIE
bYHKLMKM, HAapyLIeHUs KOTOPbIX YacTo Habnogaerca y na-
umenToB ¢ HCIl, nocpencTeom Bo3gencteua Ha ATM-3aBu-
cumble Kanueble (KATP) KaHanbl B LleHTpanbHOW HEPBHOWN
cucteme [16].

CnepoBaTenibHO, B3pOC/bI BO3pacT naumeHta ¢ HCJ,
0b6ycnosneHHbIM MyTauven KCNJ11, He fOMmKeH ABNATHCA
NPUUYNHONM OTKa3a OT CMEHbl Tepannn Ha NaToreHeTUYeCKn
060CHOBAHHYI0. B onmcbiBaeMbIX HaMU KITMHUYECKUX CllyYa-
AX Pa3/INYHBIA OTBET Ha TEPAMNMIO MOXET ObITb 00ycnoBNeH
TeM, UTO NOATUN MYTaLMM TaKXKe MOXeT BINATb Ha pe3ynbTtaTt
nepesopa Ha NCM, a Takxe onpefenate HeO6xoaNMYH0 103y
npenaparta [15].

BbIBOAbI

Taknm ob6pasom, Tepanus npenapatamm NCM npu HC
naToreHeTMyeckn oO6OCHOBaHa, OAHAKO 3GGEKTMBHOCTb
onpenenseTcs BPeMEHEM Hayana JIeueHUs,, reHeTUYECKUM
BApMaHTOM M (YHKUMOHANbHBIM COCTOAHMEM [3-KNETOK.
B Hawwux HabnogeHuAx No3AHero HasHauyeHusa npenapa-
ToB NMCM (B BO3pacTte nocne 30 net) Habnoganacb BblCO-
Kaf pacnpoCTPaHEHHOCTb TAXESbIX MUKPOCOCYAUCTBIX OC-
NoXHeHWin. OYeBMAHO, YTO MOMbITKN NepeBoda NaLMeHToB
c HC n myTauumamun B reHe KCNJ11 cnegyeT npeanpuHumaThb
B Nlo60M BO3pacTe. Heob6xoanmbl ganbHelwme HabnogeHns
NoAo6HbIX ClyYaeB Ans OLEHKU 3PPeKTUBHOCTY NpUMEHe-
HMA npenapatoB NNCM B OTHOLUEHVM PA3BUTUA COCYANCTbIX
OCJIOXKHEHWI 1 YNYYLLIEHMA KauyecTBa XM3HU Yy NaLUeHTOB
cHCA.

AONOJIHUTENIbHAA UHOOPMALINA

UcTouHunkn ¢puHaHcupoBaHusa. PaboTta 6bina BbIMOIHEHA MO NHULM-
aTMBe aBTOPOB 3a CYET BHYTPEHHUX PECYPCOB yUpexaeHUs 6e3 cnoHcop-
CKOW NOAAepKKU.

KoHpnuKT nHTepecoB. ABTOpPbI AEKNapuPYIOT OTCYTCTBUE ABHbIX
1 MOTeHUManbHbIX KOHGIVKTOB UHTEPECOB, CBA3AHHbIX C COAep)KaHUeM
HacTosALWEN CTaTb.

YuacTtme aBropoB. CeBepuHa A.C. — HanucaHue TeKCTa, aHaIn3 nnTe-
paTypHbIX AaHHbIX; EmenbaHoB A.O. — oKOHuaTeNbHOe pefaKkTupoBaHue
TeKCTa 1 yTBepXKaeHue ana nybnvkauum pykonucy; Kypaesa TJ1. — OKOH-
yaTenbHOe PeAaKTMpOBaHVE TeKCTa W yTBepXAeHMe AnA nybnukauum
pykonucy; Ceuko E.A. — npoBeaeHne MONEKYNAPHO-TeHETNYECKOro aHa-
nn3a naumeHTKam v nx JeTaMm, yTBepKaeHue Ana nybnukaumm pykonucu;
3BArnHueBa A.H. — aHann3 meanLMHCKON AOKYMEHTaL MU NauneHToK, Nn-
TepaTypHbIX AaHHbIX 1 HanucaHve TekcTa; MisaHosa [1.B. — aHanu3 megu-
LIVHCKON JOKYMEHTaLUUM NaLMUEeHTOK, NTePaTYPHbIX AaHHbIX U HanucaHme
TekcTa; LWamxanosa M.LLU. — pa3paboTka KOHUenuuwW, aHanms nuteparyp-
HbIX fJaHHbIX, OKOHYaTeNIbHOe yTBEPXAEeHMe ANIA Ny6bnnKaummn pyKonmcu;
LllectakoBa M.B. — paspabotka KoHUenuun n au3aiiHa, OKOHYaTerbHOe
pefakTUpPOBaHMe TEKCTa 1 yTBepxAeHWe Ana nybnukaumm pykonucu. Bee
aBTOpPbl 0f0OPUNU dUHANBHYIO BepCUio CTaTby Nepep nyonunkauuen, Bbl-
pasunn cornacrie HeCTn OTBETCTBEHHOCTb 3a BCe acreKTbl paboTbl, noapa-
3yMeBalLLyl0 Hajiexallee M3yyeHrie U pelleHne BOMPOCOB, CBA3AHHbIX
C TOUHOCTbIO UK BOBPOCOBECTHOCTbIO NOOON YacTn PaboTbl.

Cornacme maumeHTOK. ABTOPbl HAaCTOALLEN CTaTbi MOMYYMIN NUCh-
MeHHOe pa3spelleHue OT YNOMAHYTbIX B CTaTbe MaLMeHTOK Ha Ny6nnkauumio
UX MeMLIMHCKIMX JaHHbIX B XKypHane «CaxapHbli1 Auabet».
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