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HeoHaTanbHbIN caxapHbln gnabet (HC) - TAKenas natonorusa SHAOKPUHHOW CUCTEMBI, MAarHOCTMpPyeMas y geten
nepsbix MecaueB XusHu. HC oTHocutcs K peakum (1 : 300 000-1 : 400 000 HOBOPOXKAEHHbIX) 3a60/1eBaHUAM, Bbl-
3BaHHbIM HapyLIeHUAMU 0OMeHa BeLecTB C MOCTHATaIbHOW NaHKpeaTUYeckou 3-KneTouHon gucdyHkLen, npoasna-
IoWenca runeprivkeMmen n runonHCcynnHemmnen. B Hactoswee Bpema yCTaHOBIEHO, YTO MOJIEKYIAPHO-TeHeTn4YecKas
AMarHocTMka ¢GopM HeoHaTallbHOro AnabeTa MOXET BNMATL Ha JieueHue 3aboneBaHNs 1 onpenenaTb NPorHos. MH-
TEPECHO, YTO GOJIbLINHCTBO BbIAABJIEHHbBIX MYTALMUA B FEHE UHCY/IMHA HEe HACNIeAyIoTCs, a ABASIOTCA CNopaguyeckumu.
Kpome retepo3nrotHbix myTauuin INS, ecTb AaHHbIe 1 O TOMO3UTOTHbBIX UV KOMMAYHA-reTepO3nroTHbIX MyTaLmnaAX, Bbl-
3biBatowmx HCA.

B ctaTbe npepfcTaBneH KnuHuyYeckui cnyyanm gesoukn ¢ HCJl, ceA3aHHbIM € MyTaumen reHa nHcynmnHa. MyTtauum reHa INS Bbl-
3bIBalOT NEPMaHEeHTHbIV fnabeT, No3ToMy fieTAM NoKa3aHo reHeTuveckoe obcneioBaHre, ocobeHHo nauuneHtam ¢ Cll 1 Tmna
npw OTCYTCTBUW aHTUTEN.

B HacTosALWee BpemMs HET 00LenpPU3HaHHbIX AaHHbIX, KOTOPbIe NMO3BOJNIMAN Obl COCTaBUTb GEHOTUMUUYECKUIA U TEHOTUMNYE-
ckun «nopTpet» dopm HCJL, a TakKe yTOUHUTL GaKTOPbI, ONpefensowmne nx BO3HMKHOBeHKe. TpebyeTcs fanbHelllee n3y-
yeHue cnyyaeB HCJl y petel ¢ uenbio onpeaeneHnsa AeTanbHON KINMHNYECKOW M FreHETMYECKON XapaKTepUCTMKN NOATMNOB
HC[ ¢ nocnegyowmm KaTaMHeCTUYECKUM HabnilogeHneM A NPOrHO3UPOBaHUs TeueHrs 3aboneBaHus.
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A CLINICAL CASE OF NEONATAL DIABETES CAUSED BY INS GENE MUTATION
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Neonatal diabetes mellitus (NDM) is a severe endocrine pathology diagnosed in children during the first months of life. It
comprises rare (1:300 000-1:400 000 newborns) metabolic disorders with postnatal pancreatic 3-cell dysfunction, mani-
fested by hyperglycaemia and hypoinsulinaemia. It is currently established that molecular genetic diagnosis of neonatal
diabetes forms can influence treatment and prognosis. Interestingly, most identified mutations in the insulin gene are not
inherited, but are sporadic. There is evidence that, in addition to heterozygous INS mutations, NDM can be caused by homo-
zygous or compound-heterozygous mutations.

The present article presents the clinical case of a girl with NDM associated with an INS gene mutation. INS gene mutations
cause permanent diabetes and require children to undergo genetic examination, especially patients with type 1 diabetes in
the absence of antibodies.

Currently, there are no data that allow to determine a phenotypic and genotypic‘portrait’of NDM forms or to explain the fac-
tors determining their occurrence. Further studies of clinical cases of neonatal diabetes are therefore required to determine
the characteristics of NDM subtypes with subsequent disease prognosis.
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HeoHaTanbHbill caxapHbii anabetr (HCO) - cepbe3-  umen, nposBnsowencsa AepuLnToM NHCYNMHA U CUMITOMA-
Had naTonorva SHOAOKPUHHOWM CWMCTeMbl, AUArHOCTMpye- MU runepravkemun [1, 2].
MasA y geTen nepsbix 6 mec xu3HU. HCJ] agnAetca peakum bnarogaps WnpoKkomMy BHeApPEeHNIO MOSIeKyApHOW Ana-

(1 : 300 000-1 : 400 000 HOBOPOXAEHHDLIX) 3a00NEBaHNEM,  THOCTUKU NpeacTaBieHne 06 3TMONOrnK 1 NaToreHese Heo-
06YyCNOBNEHHbIM NaHKPEeATUYECKON B-KNeTouHom ANchyHK-  HaTanbHOro Auabeta KaphuHanbHbIM 06Pa3OM U3MEHWOCh.
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B oTHocuTenbHo HepgaBHeM BpemeHn HCJl paccmatpuBanu
KaK BapuaHT gunabeta 1-ro Tuna, MaHndeCcTUpyoLero B paH-
Hem Bo3pacTe. OfgHaKO MpoBeAeHHbIe B TeyeHue nocnes-
HUX [OeCATUNETUN WUCCIefoBaHMA MPOAEMOHCTPUPOBANY,
uto HC/] AaBnseTcA He ayTOUMMYHHbIM 3ab0neBaHmeM, a pe-
3y/IbTaTOM MHOXECTBEHHbIX MyTaLMA B PasfIUYHbIX FeHax,
KoAVpyowWwmx 6esku, BbIMOMHSAIOWME BaXKHYI0 POJib B HOP-
MasibHOM (YHKLMOHNPOBaHUN [-KNETOK OCTPOBKOB JlaH-
repraHca nogpKkenygo4uHom xenesbi [3, 4].

OueBMAHO Ha CEroAHAWHUNA AeHb, YTO pe3ynbTaTbl MO-
NEKYNAPHO-TEHETUYECKON AMArHOCTUKM Pa3finyHbiX Gopm
HC[l okasblBaloT BNMsAHME Ha BbIOOp Tepanuu 3aboneaHus
1 onpepensoT ero NPorHo3. 370 0COBEHHO aKTyanbHO AJis
nauneHToB, MMeLKX MyTauumn B reHax KCNJT1 nnn ABCCS,
Koaupyowmx age 6enkosble cyobeauHuubl (Kir6.2 n SUR1
COOTBETCTBEHHO) ATD-UyBCTBUTENbHBLIX KaJIMEBbIX KaHa-
nos[1, 3,5, 6].

B ocHoBe stmonorum HCJ nexut natonorma yyacTka
XPOMOCOMbI 6024 1 aKTMBaLMA MyTaLMX B reHax, Koaunpy-
IOLWMX FKONMTMYECKUE (EepPMEHTbI, FIIOKOKMHa3ly U ABe
6enkoBble cyobeauHuubl (Kir6.2 u SURT) naHKpeaTmueckoro
ATD-KaHana 3-KNeTok nogxenyfoyHou xenesbl [3, 7, 8]. Bbl-
ABneHbl MyTauuu paga reHos (IPF1, PTF1A, FOXP3, E1F2AK3,
HNF1B, GLIS3), koTopble MOryT Bbi3biBaTb MYyNbTUCUCTEM-
Hble 3aboneBaHus, Bknodada HCO [9, 10]. OnpegeneHune
aHOManum B CTPYKType 6-1 XpOMOCOMbI, MyTauun B KCNJ11
n ABCC8 reHax no3sonsieT NnpoBoauTb anddepeHumnanbHyo
OVArHOCTMKY MeXay TPaH3UTOPHOWN U nepmaHeHTHon ¢op-
mamu HCJ] y>ke B nepuoge HoBopoxaeHHocTH [1, 6, 7].

B HacToALlee Bpema onpefeneHa MyTaLma reHa MHCYNn-
Ha (INS), koTopana ABNAETCA TakXe OAHON 13 NPUYNH HEOHa-
TaJIbHOro AnabeTa, NPy 3TOM C FeHETUYECKOI TOUKU 3peHus
BaXHO, UTO OONBLUMHCTBO BbISBIEHHBIX MyTaLMi He Hacne-
JyloTcA, a ABNATCA cnopaguyeckmmm [5, 9, 11].

AyTormMmmyHHbIn C[1 1 Tvina KpanHe pefko MaHudectnpy-
eT y AeTen Mnauue WwectnmecayHoro Bo3pacta. CylecTyoT
cneunduyeckue nogTUnbl MoHoreHHoro CJl, KoTopble MoryT
WHOrAa BCTpeYaTbCa y MIafeHLUeB paHHEro Bo3pacTta, OgHaKo
celiyac CUMTAETCH, UYTO OOMNBLUMHCTBO TaKMX C/TyYaeB CBA3AHO
¢ myTaumamm FOX3,aHe c C[1 1 Twna [11, 12]. Takum obpasom,
BCe NMaLMeHTbl, IUArHO3 KOTOPbIM Oblsl yCTAaHOBJIEH [0 LWIeCTH-
MECSAYHOTO BO3PACTa, HYXXJAKTCA B reHeTUYeckoM obcneno-
BaHWM C LIENblO UCKJTIOUEHNA MOHOreHHon dopmbl HC/.

bonbwKnHCTBO NaumeHToB ¢ HC[ poxpatoTca ¢ pedu-
LUTOM MACChl Tefla, OTPaXKaLWUM NpeHaTasbHbI geduunt
CeKpeLmmn NHCYNNHA, MOCKOJbKY B aHTEHATallbHOM nepuoge
WHCYNUH ABASETCA BaXKHEWLWVIM POCTOBbIM GAaKTOPOM s
nnoga.

Maunentam ¢ HCJl B nonoBuHe criyyaeB Tpebyetcsa ne-
yeHune B TeUEHNEe BCEW »KN3HW, TaK KaK y HUX Jalle guarHo-
CTUpYeTCA NnepmMaHeHTHasA ¢opmMa HeOHaTanbHOro AnabeTa.
B octanbHbIx cnyyaax HCl nepexoauT B CTagmio pemuccnm
B TeUEHME HECKONbKMX HefleNlb U MecALEB — 3TO TPaH3u-
TOPHbIVi HEOHaTasbHbIN AMAbET, OLHAKO OH MOXET peungm-
BrpoBaTb B nocnegytowem [12]. HC1 B o0CHOBHOM NpoaBnsAeT
ceb6s Kak N30IMPOBAHHOE HAPYLLIEHNE, OfHAKO Y HEKOTOPbIX
nauveHToB MNPUCYTCTBYIOT pasfinuHble BHeMaHKpeaTnye-
CKME KIMHMYeCKMe NPU3HaKK, CBA3aHHbIE C onpefeneHHbIM
reHom [2, 3].

TpaH3utopHbin HC[T maHudectupyetr Bckope nocne
poXaeHnA, a 3aTemM nofBepraeTca CNOHTaHHOW pemuccun
BO BpeMsA MIafeHYecTBa, HO MOXeT peuuanBmpoBaTb 1 ne-

CaxapHblin gnabet. 2019;22(2):170-176

doi: 10.14341/DM9876

KINUHUYECKII CINYYAN

pexoanTb B NocTosiHHyl dopmy C[1 B AeTCTBe WU 1OHO-
ctn [11]. TeHeTuyeckaAa oOcHOBa TpaH3uTopHoro HC[
npumepHo B 70% cnyyaeB npepctaBieHa abeppauusamu
B XpOMOCOMe 624, KOTOpble BbI3blBalOT M30ObITOUHYIO KC-
npeccuio AByX UMNPUHTUPOBaHHbIX reHoB PLAGLT n HYMAI,
TOrAa Kak 60MbLIMHCTBO OCTaNIbHbIX C/TyYaeB CBA3AHO C aK-
TUBMPYIOLWMY MyTaLMAMN OLHOIO U3 ABYX reHOB, KOANPY-
lowmx ABe cybbeanHubl ATO-uyBCTBUTENIBHOMO KannMeBoro
KaHana Ha membpaHe [-knetku (KCNJ11 nnn ABCCS8) [13].
He6onbluoe KonmuectBo cnyyaeB TpaHantopHoro HCJ ces-
3aHO C MyTauuMAMU APYrvx reHos, B Tom umcne HNFI1B, INS
(reH npenpoviHcynuHa) n gp. [6, 11].

TpansuTtopHbii HCI, 06ycnoBneHHbI aHOMaNUAMN M-
MPUHTMHIA XPOMOCOMbI 6424, MOXKHO OT/IMUUTb OT APYruX
TUMOB HEeOHATaNbHOro ArabeTa No Becy pebeHka npu po-
KOEHWM, HaMMuMIo MOPOKOB Pa3BUTUA, YKa3blBaKOLMX
Ha 3Tuonormyeckyilo noarpynny. Y naumeHTOB C TPaH3u-
TopHbiM HCJ], BbI3BaHHbIM MyTaumAmu reHoB ATO-4yyBCTBU-
TeNIbHbIX KaJIMeBbIX KaHanoB, pemuccus punabeta oOblu-
HO HacTyraeT no3e, a NoC/ieayWNin peLmans paHbLue,
yem y 605bHbIX TPaH3UTOPHbIM HCJL, BbI3BaHHbBIM MyTauumsA-
M1 6424 [7]. Ans NOHUMaHUA reHOTUNNYeCKN-GeHoTUNNYE-
CKMX 0COBEHHOCTEN HEOHATANIbHOMO AnabeTa KpaliHe BaXkHa
MONEeKYNApPHO-reHeTnYeckan AUarHocTrka, Kotopas no3Bo-
NSAET He TONbKO BepmdULMPOBaTb MyTaLuio, HO U B 3Hauu-
TeNbHOW CTeNeHN NpeAcKkasaTb NPOrHo3 3abosnesaxus [4, 8].

Hanbonee vacTbiMy npuymMHaMu nepmaHeHTHoro HC[
agnaoTca mytaumm KCNJ11 (npubnusmutenbHo B 30-50%
cnyyaeB), ABCC8 (9-10%) wn INS (12-20%) [1, 14, 15].
B 20-30% cnyyaes atuonorus nepmaHeHtTHoro HCJl octaet-
CA HEN3BECTHOW, XOTA CaMOW PacnpoOCTPaHEHHOW ero npu-
UMHOW B ayTOpefHbIX NONYNALUAX ABASIOTCA MyTaLUKU FeHOB
ATO-uyBCTBUTENBHOIO Kanunesoro KaHana wnu INS [3]. B cny-
Yae 61IM3KOPOACTBEHHDbIX 6PAaKOB CaMas PacnpoCTPaHeHHasn
3Tnonorma — cnHgpom Yonkotta-PannucoHa, nnn romosu-
roTHble MyTauum reHa GCK [14].

ATO-uyBCTBUTENbHbIE KaNMeBble KaHabl — 3TO retepo-
OKTaMepHble KOMIJIEKCbl, COCTOALME K3 YeTbipex Mopo-
ob6pasylux 2-CyObeauHNL, 1 YeTbipeX PErynmpyoLimx
SUR1-cy6beanHuy, kogupyembix reHamm KCNJ11 n ABCC8
COOTBETCTBEHHO. OHW pPerynupyroT CekpeLmio UHCYNMHA,
CBA3bIBas BHYTPUIKIIETOUHbIA MeTabonmam C 3nekTpuye-
CKOWN aKTUBHOCTbIO [3-KNeTok. [MoBbileHe BHYTPUKIIETOU-
HOW MeTaboNIMyecKol aKTMBHOCTUA BbI3bIBAET U3MEHEHWA
B cooTHoweHum ATO/AD B naHKpeaTMyecknx (-Knetkax,
BCNneAcTBue 4yero 3akpbiBatotca ATO-uyBCTBUTENbHbIE Ka-
NMeBble KaHanbl, MPONCXOAUT Aenonapusauma KneTo4yHoM
MeMOpaHbl, a B pe3yfibTaTe 3TOro npouecca MHULUNPYeTCs
cekpeumna nHcynuHa (puc. 1) [13].

AxkTusumpyowme mytaumm reHos KCNJ11 n ABCC8 He no-
3BONAT KaHaNaM 3aKpbiBaTbCA, TEM CaMbiM NpeaoTBpalLan
CeKpeLuIo NHCYNIUHA B OTBET Ha TMMNEePriNKEMUIO, 1 ABNAIOT-
CA CamMOn pacnpOCTPaHEHHOW MPUUYNHOWN NEPMAHEHTHOrO
HCJ, a Tak»xe BTOpPOW NO YacToTe NPUUYNHON TPAH3UTOPHOIO
HC[ [6]. Y 60onbluvHCTBA naumeHToB ¢ MyTauuamu KCNJ11
AVabeT NepmaHeHTHbIN, a He TPaH3UTOPHbINA. M HaobopoT,
MyTaumm ABCC8 valle, nprMepHO B 66% ciyyaes, Bbi3biBaloOT
TpaH3uTopHbIn HCJ, [13].

Y naumneHToB ¢ MyTaumAamMU B reHax ATMO-yyBCTBUTENbHbIX
KaJiMeBbIX KaHaNoB KJMHMYECKas KapTuMHa 3aboneBaHuA
npeacTaBfieHa MHCYMHO3aBUCUMOCTbIO C HUSKUMU WK
HyneBbIM/ NoKa3atenamu C-nentvaa, Npy 3TOM XapakTep-
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Puc. 1. Perynsauns cekpeumm MHCynmHa B-Knetkamu nogkenygouHoi xenesbl: SUR - peyentop cynbdoHunmouesrHbl; NCM — npenapart cynbdoHunmoue-
BUHbI; ATO - apgeHo3nHTprdocdat; AQD - ageHosnHandocdart.

Ha MaHudecTauma 3aboneBaHNs C AnabeTNYeCcKoro Ketoa-
umpo3a. B 20% cnyyaes, 06ycnoBAEHHbIX MyTaLMAMMW FreHa
KCNJ11, maHudecTauma 3aboneBaHusa, MomMumo pauabeTa,
YacTo BK/IOYAET HEBPOJOrMYeCcKme NPoABIeHUA BBUIY IKC-
npeccnn reHoB ATO-uyBCTBUTENbHBIX KaHAJIOB B HEMPOHax
M MblLeYHbIX KneTkax [11].

AxkTnBupytowme myTtaumm KCNJT1, sbisbiBatowme HCJ,
BCerga retepo3nroTHbl. Tak Kak npumepHo B 90% cnyyasx
3TV MyTauuy BO3HMKaOT de novo, B CEMeNHOM aHaMHese
HeoHaTasIbHbI AnabeT 06bIYHO OTCYTCTBYET, OfHAKO B CIly-
yanax HacnefCTBeHHOro Auabeta paccmaTpuBaeTcs ayTo-
COMHO-AOMUHAHTHbIA TUMN HacnefoBaHUA. PUCK BO3HMKHO-
BeHVA AanabeTa y feTel, poxAeHHbIX nauneHTkamu ¢ HCJ,
paBeH 50%, UTO XapaKTepHO Assi OOMbLUMHCTBA OOMbHbIX,
UMerLMX akTnBupytowme mytaumm ABCC8. HeoHaTanbHbIN
anabeT y HUX HacneayeTca PeLeccMBHO B TeX Ciydasx, Kor-
[a naumeHTbl FOMO3UTOTHbI WU KOMMayHA-TeTePO3UTrOTHbI
no ABYM pasHbiM MyTauuam [3].

Bropoln no pacnpocTpaHeHHOCT! MNPUYMHON Nepma-
HeHTHoro HC[l nocne myTauui reHoB HaTPUN-KanMeBbIX
ATO-kaHanoB ABNAIOTCA reTepO3UroTHble KoaupyloLwme
MyTauuu reHa INS [6]. JoMmyHMpYIOLWaa YacTb reTepo3nroT-
HbIX MyTaumm INS ABnalTCA cnopagnyeckumm MyTaumamm
de novo, n nuwb 20% NpobaHZOB UMEIT ayTOCOMHO-A0-
MVHAHTHBIA HEOHATaNIbHbI ANAbeT B TeHeanormyeckom
aHamHese [1, 16]. Hapagy ¢ retepo3nroTHbIMU MyTaLUAMU
INS cywecTByeT MHPOPMaLMA O FOMO3UFOTHbBIX WA KOMMa-
YHA-TeTepOo3nroTHbIX MyTaLmsaAx, BbidbiBatowmx HCA [3, 13].

MyTauuu B reHe MHCYNMHa MOTYT HapyLaTh CBEpPTbiBa-
HUe ero 6efKa-npeaLecTBEHHNKA U MPOUHCYINHA, 3aMeHsAs
OCTaTOK LMCTENHA, KOTOPbIA HeobXoaMm afs 06pa3oBaHUs
ancynbrgHom cBsA3U, TeM cambiM BI0KMpya obpa3oBaHve
WHCYNUHa. «MyTaHTHBI» UHCYNNMH 0bpa3yeT meTacTabusib-
HOe cocTosHue ¢ 6onbwmmu ddpdekTamm Ha ero N-KoHLe-
BYI0 06N1aCTb, UTO BKIIOYAET B ce6s 06pa3oBaHMe YaCTUYHO
CNOXEHHOTO NMPOMEXYTOUYHOTO NPOAYKTa C KOHPOPMALIMIOH-
HbIM M3MeHeHnem B N-KOHLeBOW obnacTtu uenu A, Kotopas
reHepupyeT rmbkuii N-koHueBoli gomeH [17]. DTo moxeT
NPUBECTN K aHOMaJibHbIM B3aVMOLAENCTBUAM C APYrMM
NPOWHCYNMHAMK B npoLiecce arperayun. Arperauus 6enxkos
COMPOBOXAAETCA YACTUUYHO CIIOKEHHBIM MPOMEXYTOUHbIM
NPOAYKTOM C USMEHEHVAMY BTOPUYHOW CTPYKTYPbI, TAKAMU
KaK noTepsi BTOPUYHOW CTPYKTYpPbl a-CNpanu. YBenuueHve
KONMyecTBa HenpaBuiibHbIX AUCYbOUAHBIX CBA3EN B 6eNKo-
BbIX KOMIMJIEKCAX NPOABAAETCA JOMUHAHTHBIM OTpULIATESNb-
HbIM 3pdEKTOM C NMPUCYTCTBMEM HECMAPEHHOro LMCTEUHA
B MPOUVHCYNIMHE. DTN HECOTNIaCOBaHHble GEJIKN COXPaHATCA
B 3HJOMMa3MaTuyeckom peTukynyme (3P) B-kneTku, MHrmbwm-
pys HopManbHyio GYHKLMIO 1, BEPOATHO, MPUBOAS K rmbenm
[3-knetok uepes SP-ctpecc [17, 18].

MauneHTbl C reTepo3nroTHbIMK MyTaumamn reHa INS xa-
PaKTepU3yOTCA TAXKENOoW 3afep’KKoN BHYTPUYTPOOHOro
pa3BMTMA, Kak Y NaLMEeHTbl C MyTaLUsAMU T€HOB KaJMeBblX
KaHanoB B MaHKpeaTMyecknx Knetkax. OfHAKO KivHuue-
cKaA cMMnToMaTrKa AnabeTa geboTrpyeT B 60ee No3gHeM
BO3pacTe, XOTsA CPOKM MOTYT U NepeceKkaTbCs, a HEBPOOru-
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yeckrie CUMMTOMbI Y MALMEHTOB He MaHU(ECTUPYIOT, UTO AB-
NAETCA NPAMbIM ClIeACcTBMEM MyTaLN.

WHorga myTaumn reHa INS Bbi3biBaloT nepmaHeHTHbI HCJ
rnocre WeCcTMECAYHOro BO3pacTa pebeHKa, U MO3TOMY B HEKO-
TOPbIX CUTYaLMAX MOKA3aHO reHeTnYeckoe obcrneioBaHme, 0Co-
6eHHo naumeHTam ¢ C[] 1 Tuna npw oTcyTcTBUM aHTUTen [19].

[eHeTUYecKoe 06cCieloBaHE NO3BONSET ONpPeaenMTbCs
C TaKTMKOW TEPanunu, TaK, NaLMEHTbI C aKTUBUPYIOLWUMA My-
TaumaAMn reHoB ATD-UuyBCTBMTENIBHOTO KaJMeBOro KaHana
MOTYT ObITb MepeBefeHbl Ha Mpenapatbl Fpynmnbl Cynbho-
HUJIMOYEBWHBI, YTO AABJIAETCA BrOJIHE NaTOGM3NONOTNYECKN
apryMeHT1POBaHHbIM NOAXOAOM K NieueHuto. MepopasnbHas
Tepanus npenapatamu CynbGOHUIMOYEBMHbI HGe3onacHa
1 3pdeKTMBHA B KPAaTKOCPOUHOW NepcreKkTrBe y 60MbLnH-
CTBa MALMEHTOB C AnabeTom, cBA3aHHbIM C MyTaunen SURT,
N MOXET YCMELHO 3aMEHUTb JIeUeHNEe VHCYSIMHOBbIMU NHb-
ekymamvu [18].

HC[l, obycnoBneHHbIn MyTaumamu reHa INS, kak npa-
BWJIO, TpebyeT UCMONb30BaHNA UHCYIUHA. PaHHee Hauyano
Tepanuu WHCY/IMHOM, BEPOATHO, CHMPXKAeT MOTpebHOCTb
B SHAOreHHOM MPOU3BOACTBE VHCYNMHA [(-KneTkamu nog-
XKeJslyJoUYHOW enesbl, COKpallaa TemM CaMbiM KOJIMYECTBO
HeCornacoBaHHOrO MPOVIHCYNMHA, KOTOPbIN BblpabaTtbiBa-
eTcsl n coxpaHsaeTca B DP. 3ToT 3$pdEeKT MOXKET MO3BOMUTb
YMeHbWUTb rnbenb (B-KNeTok 1 COXPaHUTb HEKOTOPOE KO-
NIMYECTBO SHAOFEHHOrO MPOU3BOACTBA MHCYNMIHA 1 OOLLy10
-kneTouHyto dyHKumio [18, 20].

Takum 06pa3om, pesynbTaTbl FEHETUYECKOro obcneno-
BaHWA He TONbKO Heobxoaumbl Ana anddepeHumanbHom
OMarHoCTMKM GopMbl 3ab60n1eBaHMA, HO 0becneynBaloT nep-
COHanNM3MpPOBaHHbIV Noaxoa K Tepanun naumeHTos ¢ HC.

BoNbWNHCTBO Hay4yHbIX MCCNefoBaHU 3TON KpawnHe
penKon NaTonornm OCHOBAHbI Ha aHanMn3e eVHUYHbIX CI1y-
yaeB, MO3TOMY Mbl TAKXKE COUNIN BO3MOXHbIM NPVBECTU COO-
CTBEHHOE KNMHNYecKoe HabnoaeHne geBoukn ¢ HCL, Bnep-
Bbl€ AMArHOCTUPOBAHHBIM Ha 3-M MeCALE XXN3HMW.

OMUCAHME CNTYYAA

MaumeHTtka C., B BO3pacTe 8 mMecC BrepBble OKa3anacb
Ha npueme y AeTCKOro SHAOKPUHOJOra ¢ *anobamu Ha ya-
CTble rmnornukemnn fo 3-4 pas/mecaAu, CyTOYHble Kofne-
6aHuA NOKO3bl KPOBU U YacTble runeprankemun go 24,0
MMOJIb/N.

AHaMHe3 KN3HU: AeBOYKA OT 2-11 bepeMeHHOCTU (1-a be-
PEMEHHOCTb 3aKOHYMIaCb CaMOMPOU3BOJIbHBIM abopTOMm).
bepemeHHOCTb nMpoTekana ¢ OcCNOXHeHUaMU (B | Tpume-
CTpe — yrpo3a npepsbiBaHus, B lll TpymecTtpe - deTo-nnavex-
TapHaA HeJoCTaTOYHOCTb). Pogbl nepBble, cpouHble. Macca
npw poxxkaeHnn coctasuna 2450 r, gnnHa — 49 cm, oueHKa no
wkane Anrap 8/9 6annos.

PebeHOK BbINUCAH U3 POAMIIBHOIO JOMa Ha 5-e CyTKu
B YO4OBNETBOPUTENIbHOM COCTOAHUM. Haxopunacb Ha cme-
LIAHHOM BCKapMJIMBaHUM [0 2-HefeNbHOro BO3pacTa, 3a-
TeM BCKapM/IMBaHMWe NCKYCCTBEHHOe. [Tpope3biBaHue 3y60oB
¢ 7 Mmec. HepBHO-Ncrxnyeckoe pas3BuTne 6e3 0CobeHHOCTEN:
pebeHOK fepunT ronosy ¢ 1,5-2 mec, cngut ¢ 6-7 mec.

Popgutenu He COCTOAT B KPOBHOM POACTBE, pPYyCCKMe
Mo HaumMoHanbHoCTU. MaTepn K MOMEHTY poxaeHns pebeH-
Ka 6b1110 24 roga, otuy — 29 net. Co CTOPOHbI MaTepu — y 6a-
OYLIKM apTepuranbHas rMnepTeH3ns, XpOHNYeCKan BapruKo3-
Hasi 60NIe3Hb HVXKHMX KOHEUYHOCTEN, Y MaTepu MaumeHTKu
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BPOXKAeHHasA TpoMbodumnna, co CTOPOHbI OTLA — Yy 6abyLIKK
rmnepToHnYeckas 6onesHb, oTel AeBOYKM 300POB.

Co cnoB mambl, B BO3pacTe 3 Mec CTajla OTMeYaTb Mo-
nudaruio, OTCyTCTBME afeKBaTHOW npubaBKM B Bece, bec-
MOKOWCTBO B TeuyeHue Bcero paHs. lNpu obcnegoBaHun
B BO3pacTe 5 mec y neguaTpa no MecTy »KMTefibCTBa AnarHo-
ctupoBaHbl: B OAM — rnioKo3ypus, KeTOHYpUA (+++), FNIOKO-
3a Kposu — 20,0 mmonb/n. PebeHoK 6bin rocnutann3npoBaH
B OPUT no noeopgy ketoauyuposa B ANKE nm. K. unnnncko-
ro r. CraBponons. B ctaunoHape 6bin yCTaHOBNEH AMArHo3
«CaxapHblll AnabeT, 1 Tunay, MHULUMPOBaHa UHCYIMHOTepa-
nuna (uHcynuH Jinsnpo (Xymanor) 0,5-1,0 Eg nepeg npnema-
MW ML NP FoKo3e KpoBWy Bbiwwe 10,0 Mmonb/n + Maprux
(NMaHTyc) 2 Ep/cyT B 20.00), AeBOYKa BbiNMCaHa nog Habnto-
JeHne SHOOKPUHOMNOra Mo MeCTY XXUTeNbCTBa.

C Bo3pacTa 5 mec n go 8 mec geBouka Habnwganacb 3H-
JOKPWHOMOroM Mo MeCTy XUTeNbCTBa (pe3ynbTaTbl IMUKNPO-
BaHHOro remorno6buHa - 12,3%), npoBoaunacb Koppekuus
[03bl NPOANEHHOrO MHCYNMHa (yBennuyeHa gosa [mapruHa
o 3 Efl/cyr).

B Bo3pacTe 8 mec geBoUKa HanpasfieHa Ha rocnuTanmsa-
umio B neguatpuyeckoe otgeneHme HMUL nm. B.A. Anmaso-
Ba (CaHkT-lMeTepbypr) C uenblo yTouHeHus 3Tuonorum CJ.
B otgeneHun 6bin10 NPOBEAEHO MONEKYISPHO-TEHETUYE-
ckoe obcnepoBaHue. Mpy noctynneHny pebeHoOK Haxoaws-
CA Ha UHTEHCUULMPOBAHHOW MHCynHoTepanuu (Jlusnpo
0,5 Efg npw nokasaTtenax rioKo3bl KpoBy Bbile 10,0 MMonb/n
n 2-3 Ep/cyT Mapruxa).

OO6DbeKTMBHbBIN CTaTyC Ha MOMEHT OCMOTpa: obuiee co-
cTofiHVe ypoBneTBoputenbHoe. Co3HaHue sicHoe. Poct -
68 cm (-0,3 SDS), Bec - 6,8 kr (-1,5 SDS), UMT - 14,78 kr/m?
(-0,2 SDS). NMoAKO»KHO->KMPOBOW C/IOWN Pa3BUT PaBHOMEPHO.
MblwevHasa cuctema pasBuTta 6e3 ocobeHHocTen. KoxKHble
MOKPOBbI UMCTble, Cyxue, GU3MONIOrMYecKor OKpacKu, re-
MaHrMoma npaBou LLEKMU.

ToHbl ceppgua AcHble, puTMuUYHble, YCC — 117 B MUHYTY.
AyCKyNbTaTUBHO [bIXaHME B JIErkKUX Be3ukynapHoe. »KuBot
He yBenuuyeH, MArKUM npy nanbnauyun. Pasmepbl neyeHu
U Ccene3eHKM NanbnaTopPHO He YBeJINYEHbI.

HapyxHble nofioBble oOpraHbl Pa3BUTbl  MPaBUIIbHO
MO >KEHCKOMY Tuny. BTopunuHble NMonoBble NPU3HAKK AOMY-
6epTaTtHble (cTagma no TaHHepy 1).

JlabopamopHoe obcnedosaHue

OAK: WBC - 8,0¥10°/n, HGB - 104 r/n, RBC - 3,5%10'%/n,
PLT - 245%10°/n, CO3 - 65 mm/u, HelTpodunbl — 14,5%, num-
dountbl — 71,6%, moHouuUTbl — 11,5%, 303nHOGMNbI — 2,3%,
6a3zodunbl — 0,1%.

OAM - npospauHasd, yaenbHbin Bec — 1.041, Kncnot-
HOCTb - 5,5 ep. pH, rntoko3a >56 Mmonb/n, KeTOHOBbIE TeNa —
oTp., 6ENOK, HATPUTDI, IPUTPOLNTBI, TENKOLMTbI, YPOOUIU-
HOTeH — He onpeaensTCA.

Broxnmmnuecknin aHanus KpoBu: obwwmnin 6enok - 66,0 r/n,
HaTpun — 136 MMonb/n, Kanuin — 4,4 Mmonb/n, Gunupy6uH
o6wmin — 4,0 MKMonb/N, XonectepuH obwwmi — 4,07 mmonb/n,
Tpurnuuepugbl - 1,17 mmonb/n, xonectepuH JIMBI -
1,13 mmonb/n, xonectepun JINOHI - 0,54 mmonb/n, KA —
2,6, KpeaTnHnH — 43,0 mkmonb/n, AJIT — 18,0 Ea/n, ACT -
32,0 En/n, docdop - 1,66 mmonb/n.
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Ta6nuua 1. Mukemmyecknin npodunb nauveHTkn C. Npy NOCTYNEHNM B CTaLMOHaP

08.00 11.30 13.30 15.30 17.30 19.30 22.00 01.00 04.00
11,7 16,6 14,1 11,5 15,8 16,8 11 4,2 12,2
11,0 12,3 11,0 3,9 14,05 10,02 8,5 6,7 13,1

12,16 14,2 10,6 10,3 171 10,8 - 13,3 11,6
11,8 9,3 9,7 9,8 10,2 11,7 8,2 11,8 7.5

Ta6nuua 2. Mukemnyeckuii npoduns naumeHTkn C. Ha GoHe NepeBofa Ha MOMIOBYIO MHCYNIMHOTEPaNuio

08.00 11.30 13.30 15.30 17.30 19.30 22.00 01.00 04.00
58 7,6 7,7 7,5 10,2 4,0 8,4 8,7 9,5
7,12 6,93 4,3 8,1 11,2 8,51 8,84 8,2 7,6
6,99 10,3 8,11 7,5 6,8 8,17 7,5 9,5 7,7
10,1 8,12 6,7 8,16 12,6 7,88 55 6,8 9,3

MMUKNpPOBaHHbIA remornobuH — 9,1%. OBCYXAEHUE

TTT - 1,61 mMe/n, ceoboaHbIn T4 — 12,6 nMonb/n.

B Tabnuue 1 npeacTaBneHbl MoKasaTenn rMKemuye-
CKOro Npodunsa NauneHTKM Npy NOCTYMeHNy B CTaLMOHap
(no KoppeKkunn Tepannn).

ViHcmpymeHmaneHoe 0b6cnedosaHue

JKI: putm cnHycoBbin ¢ YCC 129 B MuHyTY. lNonoxeHune
SNEKTPUYECKOW OCK cepaua: HopmanbHoe. Mo ¢popme IKI
6e3 natonormu.

Y3/ neueHun, NomgKenygouyHOW »Kenesbl, »KeN4yHoro mny-
3bIpA, NOYEK, HAAMOYEYHMKOB: DXO-NPU3HAKMN YMEPEHHON
renatomeranuu, GyHKLUUOHanbHaa gedopMaLus XKenyHoro
Ny3blpA, MUHUMaJbHasA KalMKO3KTa3nA NpaBom NOYKN.

Y3 wmntoBmaHoM enesbl: 6e3 naTonoruu.

KT ronoBHOro mo3ra: ymepeHHas HapyHaa HeOKKJ/031-
OHHas rugpouedanms.

KoHcynbTauma HeBposiora: nepuHatanbHas 3Huedasno-
naTMa NOCTIMMOKCMYECKOro reHesa, No3gHuM BOCCTaHOBY-
TenbHbIV Nepuod. CMHAPOM ABUraTebHbIX HAPYLIEHWI, Mbl-
LIEeYHasA M’MNOTOHUA, yNyYLLEHNe.

KoHcynbTauua Henpoxupypra: B HepoOXupypruyeckom
NeYEeHNN He HY>KOAeTCA.

Pe3ynbTatbl reHeTnyeckoro obcnefoBaHuA (Meton na-
pannenbHOro CeKBeHMpPOBaHUA — nnatdopma lon Torrent):
Mo AaHHbIM FreHeTUYECKoro obcnenoBaHms: B reHe INS Bbl-
ABJIEH FeTEePO3UroTHbIN BapuaHT C. 125T> G p.V42G, vawe
aCcCoOUMNPOBaHHbIN ¢ nepmaHeHTHbIM HC/I.

YuuntbiBasi nabunbHoCcTb TeueHna Cll, COCTOAHME fEKOM-
neHcaumu, a TakxKe C Lenbio YNyylleHUA KauecTBa »K1N3HU pe-
6eHKa B paHHEM BO3pacTe B OTAENEHUUN NPUHATO PelleHne
06 yCTaHOBKe UHCYNIMHOBOV NOMIbl. B oTaeneHnmn npoeeaeH
nog6bop CKOPOCTH UHCYNMHA NOA KOHTPOJIEM CYyTOUYHOW K-
Kemuu, Mama obyyeHa TEXHUKE MOJIb30BaHNA NHCYIMHOBOM
nomMnomn.

PebeHok nepeBegeH Ha [MUT (cucTema BBeOEHUS WH-
cynrHa Accu-Chek Combo). basanbHaa gosa cocTtaBuna:
08:00-01:00 - 0,11 Ep/u, 01:00-08:00 — 0,08 Eg/u. Yrneso-
AOHble Ko3doduruMeHTbl: Ha 3aBTpak — 1 XE=0,7 Ex; obepn -
1 XE=0,6 En; yxunH — 1 XE=0,5 Eg. KoaddbuumeHT uyBCcTBUTEND-
Hoctu: 1 Eg — 15-20 mmonb/n. PesynbraTbl rMKemMmnyeckoro
npoduna NnauueHTKM nocsie nepeBoga Ha NOMMOBYHO UHCY-
NMHOTEpanuio NpeacTaBfieHbl B Tabn. 2

CaxapHblin gnabet. 2019;22(2):170-176

doi: 10.14341/DM9876

Takmm 06pa3zom, yunTbiBaa paHHo mMaHudectaumio CL
(0o wecTMecAYHOro BO3pacTa), a TakKe pesynbTaTbl NPo-
BeleHHOro reHeTnyeckoro obcnepoBaHua, auarHos HCJ
He BbI3blBa€T COMHEHUN.

MauyuneHTKe C Lenbio KYNnMpoBaHUA KeToaumgosa u Hop-
ManmM3auunm nokasaTenen rKo3bl KPOBM Ha CTapTe Ha3Ha-
yeHa Tepanua mHcynuHom. [lpegnonaranacb KoppeKkuusa
neyeHns Nocsie NnosyyeHnsa pesysibTaToB reHeTNYeCKoro ob-
cnepoBaHuA. bnarogapa BO3MOXHOCTU BbINOSIHEHNSA FeHe-
TUYECKOWN AMArHOCTUKY, Obina BbiABNeHa myTauus reHa INS,
KOTOpas Yallle accouumpoBaHa C NepMaHeHTHon $opmon
HC, yto NO3BOAUIO OMNPERENnnNTbCA C TaKTUKOW NeYeHuns
B MOMb3Yy MPOAOIIKEHUA UHCYIMHOTEpanumm.

OueBNOHO, YTO MofAeslb AETCKOro MUTAHUA ABNAETCA
HenpeackasyeMom 1 CJI0KHOMW, YTO CBA3AHO C PasfIMyHOM
NPOAO/IKUTENBHOCTBIO M 06 BEMOM KOPMIIEHMSA, CITOXKHO-
CTbiO NMOJCYETa YINIEeBOLOB, B CBOIO Ouepefb, 00ycnoBvBa-
€T BbICOKYI0 BEPOATHOCTb MMMOMINKEMNYECKNX COCTOAHUN
y deTen rpygHoro Bo3pacta. HecomHeHHO, AeTn paHHero
BO3pacTa HYXAATCA B Ha3HAYeHUM WHCYNMHOTepanuu
C MOMOLLbIO UHCYIMHOBOWM MOMMbl C LeNbio AOCTUXKEHUA
KOMMeHcaumn 3abosieBaHnsA, NPOGUNAKTUKN MUKPO- 1 Ma-
KPOCOCYANCTbIX OCIOMHEHWI, MOBbILEHUA KayecTBa XWN3-
HW 11, KOHEYHO, 6e30mnacHoro u 3pdeKTMBHOIO ynpaBnieHns
AnabeTom. Pe3ynbTaThbl INMKEMUYECKOTo NPOGusa SeBOUKY,
BbIMO/IHEHHOIO NOC/E YCTAaHOBIEHUA UHCYNIMHOBOW MOMIbI,
APKO AEMOHCTPUPYIOT YNydlleHUA MoKasaTenen yrneBog-
HOro 0OMeHa, CHIKEHVE CYyTOUYHOW BapuabenbHOCTY rukKe-
MWW 1 YaCTOTY TMNOTANKEMUIA.

3AKNIOYEHUE

B HacToAWee BpemMA He cywlecTByeT AaHHbIX, KOTOpble
no3sonunu 6ol cocTaBUTb GEHOTUMMYECKUA N TeHOTUNK-
yeckuin «nopTpeT» popm HCJL, a Takke yTOUHUTb HaKTOpbI,
onpepensowne Nx BO3HUKHOBeHMWe. TpebyeTca panbHen-
Wwee n3yyeHme KnmHuyeckux cnydaes HCIl c uyenbio onpe-
JeNneHna XapaKTepuUCTUKM ero noaTUMnoB C NoCnefyoLwmm
NMPOrHo3npoBaHuem 3abonesaHuA

Pe3ynbraTbl MONEKyNAPHO-TeHETUYECKON ANArHOCTUKN,
6narofapsi KOTOPOW MOABUNACb BO3MOXHOCTb Bepudpuun-
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poBaTb MyTaLuio, MO3BOMAIOT NPoBOAUTb AuddepeHumnanb-
HYI0 AMArHOCTVKY MeXAy TPaH3MTOPHOWM M NepMaHeHTHON
dopmamn HCJI y<e B neprioe HOBOPOXKAEHHOCTH, UTO, bec-
CMOPHO, BaXKHO 15 BblIOOpa TaKTUKU JIEUEHMS 1 BefeHUs
nauueHTa B byayuiem.

BbINONHEHNE TeHEeTUYECKOrO0 TECTUPOBAHUA HE TONb-
KO fBNAETCA HeoTbemseMbiM STanom auarHoctuku HC[,
HO 1 OCHOBOW BblGOpA NEPCOHMOULIMPOBAHHON Tepanuy,
Tak Kak myTaumm KCNJ11 n ABCC8 uyBCTBUTENbHbI K Npe-
napatam cynbGOHUIMOYEBMHDI, B TO BPEMS KaK MaLueHTbl
¢ myTaumsamm reHa INS, Kak npaBuno, JOMKHbI MPOAOIIKATh
WHCYNIMHOTEepanuio.

MpepnonaraeTca, YTO PaHHeE HaYaNo UHCYNIMHOTepanum
MOXET NMPUBECTU K COXPAHEHNIO QYHKLUUN [3-KNETOK, CHIXe-
HUIO 403bl VHCYNIVHA W YAYULIEHUIO FIIMKEMUYECKOTO KOH-
TPONA, UTO MOTEHUMANIbHO YMEHBLUMT PUCK OCIOXKHEHWI,
CBA3AHHbIX C AnabeToM B NocsiefyoLwem.

OueBnpHO, KpaHe BaXXHbIM ABNIAETCA MeLVKO-TeHeTU-
yeckoe KOHCY/bTUPOBaHUe cembm pebeHka ¢ HCA, reHeTn-
yeckoe TECTUPOBaHUE AeTel, POXKAEHHbIX B IAHHbIX CEMbAX
B MOC/NeAyioLlemM, YTO He TOJIbKO MO3BOJIUT CBOEBPEMEHHO
AMarHocTMpoBaTh Auabet, NporHO3MpoBaTb KIVHUYECKoe
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TeyeHe, HO U CHU3UTb PUCK Pa3BUTUA AnMabeTNYeCcKoro Ke-
Toauuago3a B AebloTe 3ab6oneBaHnA.

AONOJNIHUTENIbHAA UHOOPMALINA

UcTouHuk puHaHcmpoBaHusa. MoneKynsapHo-reHeTMyeckoe nccnemo-
BaHWe 6biNo NpPoBefeHO 3a cueT broKeTHbIX cpeacts B HMUL, um. B.A. An-
Ma3oBa.

Cornacve nauueHTa. PoanTeny naumeHTKn fo6pOBOSbHO moanuca-
N nHbOPMUPOBAHHOE COorflacue Ha NybnvKauuio NepcoHanbHOW Meau-
LUMHCKON MHbOpMaumm B obesnnyeHHoi dopme B XKypHane «CaxapHbli
[.‘WIaGET».

KoHGNUKT uHTepecoB. ABTOpPbl AEKNapUpYIOT OTCYTCTBME ABHbIX
1 NOTEHUMaNbHbIX KOHGIMKTOB NHTEPECOB, CBA3AHHDBIX C Ny6NvKaLunen Ha-
cToALWEN CTaTbM.

Yuyactme aBtopos. Knumos J1.A., AtaHecaH PA., Yrnoea T.A., Boosu-
Ha T.M., Jon6Hs C.B. - koHuenuus n ansainH; KoctaHosa M.IO., CtosH M.B.,
KypbsHuHoBa B.A., AnasepgsH J1.C., Jon6Ha C.B. - c6op 1 obpaboTka maTe-
puana; AtaHecsH PA. - HanncaHwne TekcTa; Knumos J1.A. - pegakTnpoBaHue.
Bce aBTOpbI BHEC/M CyLIEeCTBEHHDbIV BKaA B NPOBEAEHNE UCCIefoBaHMs
1 NOArOTOBKY CTaTby, MPOUNN 1 0fo6punn GUHambHYO BEPCUIO Nepes ny-
6nukaumen.
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