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AKTyaZIbHOCTb Npobaembl

* [lepBoe onmncaHue caxapHoro gnaberta (CA) y
neten nepBoro roaa *»XunsHm — 1789 rop,

 HeoHaTanbHbIK caxapHbi anadbet (HCA) —
ANarHocTupyeTca B nepsble 4-6 Heaenb
*KWU3HW, OCTaNnbHble caydam cumtatotca CA 1

TUTA

* B TeyeHmne nocnegHux 15 net — 3Ha4YUTENbHbIU
npopbIB B N3ydeHUU sTnonatoreHesa HC/

TuxoHoswny HO.B., r. MockBa, 2021



1:90000 - 1:160 000 HOBOPOXAEHHbIX

1:21 000 B cTpaHax ¢ BbICOKUM MPOLEHTOM
6rnn3kopoaCTBEHHbIX OpakoB

Yactota HCL B P® He onpepgenera

Letourneau LR, Carmody D, Wroblewski K, Denson AM, Sanyoura M,
NaylorRN, et al. Diabetes presentation in infancy: high risk of diabetic ketoacidosis. Diabetes Care [2017 OkT;40(10):e147-e148.
doi: 10.2337/dc17-1145. Epub 2017 Asr 4.



[Mouemy 6 mec.?

*0-6 mecsiLeB — *6-12 MecsiueB —
nogaensioliee DONbLUMHCTBO  nopgasnstoLlee GOMbLINHCTBO
cryyaeB - MOHOreHHble cnyyaeB — CO1 Tvn

dopmbl *MoHoreHHble hopMbl He
*Huskas BepoaTHocTb C/11 6onee 15%

TUna

1020 naymeHTos, HCJ] (0-6 mec) — 80% pokasaHa
reHeTn4yeckas npuymHa saboneBaHus

Continuous spectrum of glucose dysmetabolism due to the KCNJ11
gene mutation-Case reports and review of the literature.He B, Li X,
Zhou Z.J Diabetes. 2021



https://pubmed.ncbi.nlm.nih.gov/32935446/

OcHoOBHble KAnHn4yeckme npoasneHna HCA

* OTcyTcTBME NpMUbaBKM UK NporpeccupytoLl,an
noTepA Beca;

e «[leneHoYHbIn» AepMaTUT, KaHANA03;

* [loaBaeHMe «KpaxmasbHbIX» MATEH HA NeneHkKax,
JINNKaa Mmoya;

* [NIOKO3ypuA Npu AncnaHcepusauum;

* Banocrtb, OTKa3s OT eabl, pBOTA, OAbILIKA —
NpuU3Hakun gmabeTuuecKkoro Ketoaumaosa, 4acto
OWKMBOYHO AMATHOCTUPYHOTCA KaK MHEBMOHMUA
NN ODCTPYKTUBHbBIN OBPOHXUT



OcHoBHbIe thopmbl HC[A

1. TpaH3autopHbin HCL] (50-60% cny4aes)
pemMuccus B TedeHune nepsbix 12-18 mecsaues ot
Hayana 3abonesaHus
B OOMbLUMHCTBE ClyYyaeB — peuuauns

2. [llepmaHeHTHbIN HC[ (40-50% cny4aeB)

NMOCTOAHHAHA ﬂOTpe6HOCTb B caxapocHwmXatoLwlen tepanmm

2.1. \aonnpoBaHHOE HapyLlueHue yrrneBogHoro obmeHa
2.2. CnHgpomanbHble doopmbl 3aboneBaHus



OCHOBHbIe NPUYNHDbI TPAH3UTOPHOTO
HeoHaTtanbHoro CA (THCA)

5% = 6024
accouMmMpoBaHHbI
THCLO

s KCNJ11, ABCCS8

" /lHble



6g24-accoummpoBaHHbin THC[

>70% crny4yaeB aHOManuum pavoHa A B C
UMMNPUTUHIa XpoMmocombl 6.24q

A. YHunapuetanbHas gucomus
oTyoBcKkon xpomocombl (41%)

B. lybnukauyus nokyca 6q24 Ha
oTuoBckom annene (29-30%)

C. HapylweHne metenupoBaHus .
KOHTPOSbHOIO y4yactka WUMMNPUTUHra Ha |
matepuHckom annene (30%)

A — cnopaguyeckue cnyyau (puck ans cnbnuHros
W NoToMcTBa man)

B ana manbvnkoB — puck gnsa notomcrtea 50%,
Ans geBoyek — AeTn He BoneloT, 4Yepea nokoneHue
— BO3MOXEH pUCK

C — cnopaguyecku, npun mytaumsax reHa ZFP57
(AP) — 25% anst cubnuHros

Molecular Genetics, Clinical Characteristics, and
Treatment Outcomes of KATP-Channel Neonatal
Diabetes Mellitus in Vietnam National Children's

Hospital.



https://pubmed.ncbi.nlm.nih.gov/34566892/

OCHOBHbIe KIMHNYeCKUue NpoAaB/eHUA
6924 THCA:

* BbiparKeHHaA 3a4epKKa BHYTPUYTPOOHOrO
pa3sutua (1700-1900 r);

* C/[l1 B nepsble Yacbl/gHU/Heaenun Kn3nHu;

* OyeHb BbICOKUIN YPOBEHb IMUKEMUN B AebtoTe
(0o 36-59 mmonb/n);

 OTCcyTCTBME KeToaumaosa;, ©



OCHOBHbIe KIMHNYeCKUue NpoAaB/eHUA
6q24 THCA (npoponxeHue):

Bo3MOKHbI: MaKpornoccuma, aedpeKThbl
nepeaHen 6POLLIHON CTEHKMU,
HeBpoJsiornyeckune HapyweHusa, BI1C;

Pemuccuna B TedeHne nepsbix 18 mec. KU3HU
(B cpeaHem B 3-4 mec.);

Peunams B NoApPOCTKOBOM BO3PaAcCTe, HO
BO3MOXHO U pPaHblLLUeE;

NHcynnHoTepanma + Npon3BoaHbIe
CYNbOOHUIMOYEBUHDI




KnnHuueckumn cnyvam 1

Ouarpamma rmmkemMmumm
nauuveHTa
7 net c peungusom THCL
Ha (poHe Tepanuu
rmubeHkKnaMmuaom um

«  dusmonormnyeckas bepeMeHHOCTb,
CPOYHble poabl

» Bec 2020 rp., anuHa tena 46 cm

 Anrap 6-7 6annos

« C 3 cyTOK runeprimkemMms 4o 56 Mmorb/n

« [13: HeoHaTanbHbLIW caxapHbih auaber

*  WHcynuHoTepanusa: Aktpanua, lNpotadaH
2,0-2,5 en/Kr/cyTkum

« C 9 mecsiueB — pemuccuna C[i

« C 2,5 net — peunaus Ha poHe

OBCTpyKTUBHOINO BpoHXUTa

« C 3 ner — UHCYNUHoOTepanusa

» 7 neTt -reHetTn4yeckasa Bepudpukaumns
aunarHosa

« 7,5 ner —- KOMOMHUpOBaHHasA Tepanus
Nesemup + MubeHknamug

UHCYJIMHOM NpoOASIeHHOro
OencTBUA

HbA1c 6,1%

TuxoHosuy HO.B., r. MockBa, 2021, pa3bop KANHMUYECKOTO
cny4as Ha obpa3oBaTesibHOM nopTase neamaTpoB



KCNJ11 . ¢ ABCCS
1 X |

OcHoBHble npuuuHbl THCH, e - -

T -

Y -
vd TORSR TN

2. PyHKUUOHalNbHbIe HapyweHUs B-KneTok (25-30%)

akTusupyrowmne mytaumm KCNJ11, ABCCS8
KnuHuka:
[Toaxe maHudecTaums (2-3 Mec.), No3xe PpeMUCcus
MeHee BbipaxeHa 3aep)xka B/yTpobHOro pasBuTus
He xapakTepHbl 3KCTpanaHkpeaTuyeckne nposiBrieHuns
YyscTBUTENBHOCTL K CM

3. Apyrue npuiuHbl (1-5%)
AP mymauyuu e ceHe INS, HNF1B



C 2004 r. npenapatbl cy1bPOHUNIMOUYEBUHDI
ucnonb3yroTca B nedeHnu HCAQ

KCNJ11, - 7
aKTusupyouwme MHGynMHa
MYTauuu ‘ i) (RS
(okono 60%)
C 2004 r-CM gns
VAT Ny | Tepanuu HCJ]

(Kir6.2/SUR1) ™.,

L
*



KnnHunuecknm cnyuam 2

XKanoObl: rmoko3ypus npu nnaHoBom obcrneaoBaHnm

UcTopusa XXNsHu:

- HepogcTtBeHHbIN Bpak

+ HopmanbHass 6epeMeHHOCTb 1 po/bl

- Bec npu poxgeHun - 3200 rpamm  Poct - 51 cm
- HacneacrtBeHHocTb no CLl He oTdaroweHa
UcTtopua saboneBaHus

« B 1,5 mec — rmwokosypus

- depmatut B obnactu aroguL, 1 naxoBblX CKagok
» [nukemus 18,8 mmonb/n, HbA1c 8,2%

« HeoHaTtanbHbin C[]

« NHcynuHoTtepanusa 1,5 ea/kr

TuxoHosuy HO.B., r. MockBa, 2021, pa3bop KANHMUYECKOTO
cny4as Ha obpa3oBaTesibHOM nopTase neamaTpoB



KnuHnuyeckmnu cnyvam 2

B 3 mecAua MOJIeKynAaApHoO-reHeTu4eckKoe
uccriegoBaHue.

B 5 ak30He reHa ABCCS8 de novo retepo3nrotHas Mytauus
c.635>G p.D212G

9

[lepeBoa Ha Npon3BOAHbIE CYNb(OHUITMOYEBUHDI
(rmnbenknamuna)
[To 1Tabnetke (1,75 mr) 3 pasa B aeHb (0,84 mMr/kr/cyTku)

¥

C 6 mec — pemuccua C[i
B 1 rogq HbA1c 5,6%

TuxoHoBuy HO.B., r. MockBa, 2021, pa3bop KAMHUYECKOTO C/ly4an Ha
obpasoBaTenbHOM NopTase NeanaTpoBs




KnuHnyeckun cnyyam 3

NMauuneHTKka 14 net noctynuna B OPUT

YKanoObil:

XKaxna, nonuypusa, noteps Beca (4 Kr) — 2-3 mecsua
Oonb B XXUBOTE, TOWHOTA — 2-3 AOHA

B AeHb nocTynneHna — Bbipa)XeHHas BANOCTb, pBoTa, temn 37,5

UcTopus XXN3HN:
v HepoacTBeHHbIN Bpak
v HopmanbHass 6epemMeHHOCTb 1 po/bl

v Bec npu poxgeHun - 2800 rpamm  PocTt - 51 cm
v HacnepnctBeHHocTb no Cl1 He oTaroweHa

TuxoHosuy HO.B., r. MockBa, 2021, pa3bop KANHMUYECKOTO
cny4as Ha obpa3oBaTesibHOM nopTase neamaTpoB



KnuHnyeckun cnyyam 3

NMNoctynneHne B OPUT

Lkana masro 13 (ornyLueHue) pH 6.89
yg ! 35/min [nioko3a 28.2 mmol/l
ycc ! 130/min KeToHbl kKpoBu 5.8 mmol/l (<0,8)
AQ 105/66 MM pT CT BE -26.2 mmol/l (-/+ 2)
K 4.0 mmol/l
Na 138 mmol/l
cO1 Tvn? ocmongapHocte 292 mOsm/Kg
: Y3W OBI1 6/0
\ 4
HO s

TuxoHosuy HO.B., r. MockBa, 2021, pa3zbop KANHMUYECKOTO
cny4as Ha obpa3oBaTesibHOM NopTane negmaTpoB



AHamHe3 3abonesaHuAa:

CHO c 3 mecC. XXU3HMU:

« B OAM — rntoko3ypus, rmukeMmmsa 28 MmMornb/n,

nHcynuHotepanua 0,9 ea/kr/cyTku

* ¢ 12 MecC. — TUnornuKeMmnn, CHMKeHNe 003bl MHCYNMHA

« ¢ 15 Mec. — oTMeHa MHcynuHoTepanum

« ¢ 5 netr HbA1c — He KOHTponupoBanu, NosiBNeHne
Xaxkabl, NONMypun, NnoTepu Beca He CBA3asun C
peunansom C[]

TuxoHosuy KO.B., r. MockBa, 2021, pa3bop KANHMYECKOTO
cny4as Ha obpa3oBaTesibHOM NopTase neamaTpoB



Ob6cnepoBaHue B OTAE/NIEHUN
3HAOKPUHONOIMUMN:

» HbA1c 17,5% (cpegHun ypoeHb rnukemun 17-20
MMOJSb/1) p—

» C-nentung 0,3 Hr/mn (1,1-4,4)
» [1ByCTOPOHHAA KaTapakTa
» UHcynuHoTtepanusa 1,1-1,3 ea/kr/cyTku

[NaHenb reHoB «MoHoreHHble dhopMbl CL» (NGS)

De novo retepoaurotHas mytaums c¢.149G>A p.R50Q B
KCNJ11

TuxoHosuy KO.B., r. MockBa, 2021, pa3zbop KANHMUYECKOTO
cny4as Ha obpa3oBaTesibHOM nopTase neamaTpoB



Yepe3 2 mec. — NOBTOPHaA rocnutanansauuna
ANA nepesoaa Ha rmMmbeHKknamup,

NHcynuHoTepanua 1,3 en/Kr/cyTku

4

[Mnbenknamug - 0.45 Mr/kr/cyTku

TuxoHosuy HO.B., r. MockBa, 2021, pa3zbop KANHMUYECKOTO
cny4as Ha obpa3oBaTesibHOM nopTase neamaTpoB



Takum obpasom,

HeoHaTtanbHbIW caxapHbi anabert —
ocobaa popma anabera HeMMMYHHOro TMNa

HCA # CO1Ttuna!

MpoBeaeHne MoneKynapHO-reHeTU4YeCcKoro
obcnepoBaHmna Heobxoaumo scem naumeHtam ¢ HCA,
ANA onpeaeneHns onTMMaZibHOM TaKTUKKU
HabnogeHna, Ha3HaYeHUA NaToreHeTUYEeCKoM
Tepanuu!

BO/bWKMHCTBO NAUMEHTOB C MyTaLUAMM B reHax ATD-
3aBMcuMbIX K-KaHanos moryTt 6bITb yCnewHo
KOMMEHCUPOBaHbI HA POHe sIeYeHUA Nepopa/ZibHbIMU
Npou3BoAHbIMU CYNbPOHUNAMOYEBUHDI!
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