HeoHaTanbHbIN caXxapHbIn
anabeT: 9apPEKTUBHOCTb TEpanun
npenapartamu
CYNbOHUITMOYEBUHLI B
3aBUCUMOCTM OT TUNa MyTaumm
B reHe KCNJ11



HeoHaTanbHbIN caxapHbIV
anabet (HCO) — Tskenas
naTonorns SHOOKPUHHOW
CUCTEMBbI,
OuarHocTtmpyemasa y geteu
nepBbIX MECSALEB XXU3HN.
HCL BcTpevaeTcs ¢
yactoTou 1/500 000
HoBOpOXaeHHbIX. HC
OTHOCUTCHA K peaKnm
3aboneBaHUsAM,
Bbl3BaHHbIM
HapyLleHnsMn obmeHa
BELLECTB C
NnocTHaTanbHOU
NaHKpeaTn4eckou b-
KNeTo4YHOMN AncyHKunen

CyLLeCTBYIOT AaHHbIE O
HEUMMYHHbIX MOHOIEHHbIX
dopmax C[, ogHOWN U3 KOTOPbIX
ABNAeTCHA HeoHaTanbHbIN
caxapHbin gnabet (HCL),
NPOoABNAIOLLMNCA, KaK NpaBwUno,
B NepBble 6 MEC XXN3HW.



B ocHoBe pasButuna HCL nexat nsmeHeHus
yyYacTKa XpOMOCOMbI 6024 1N akTUBaLUSA
MyTauUWUn B reHax, KoaupyroLinx
[MUKONUTNYECKNE PEPMEHTbI, MIOKOKNHA3Y U
nse bernkoBble cybbeanHmubl (Kir6.2 n SUR1)
naHkpeatnyeckoro KATdP-kaHana
NnaHKpeaTUn4ecknx b-KnNeTok.

MyTtauun paga reHoB (IPF1, PTF1A, FOXP3,
E1F2AK3, HNF1B, GLIS3), KOTOpbIe MOIyT
Bbl3blBaTb MYNbLTUCUCTEMHbIE 3aboneBaHus,
Bkrrovass HCL.



TpaH3HTOPHEIHA

HeaocTaTtouHOCTS MHTPATIBHOIO KIa-
[IaH4, THIIOTEPHO3, B-Ta.'laCCCMH}I

[lepMaHeHTHEIH

JIHCIUTa3HA METKHX, BRICOKOE KPOBIHOE
NaRIeHHEe

Kaopranut aoprsl. 3nHH3apHAL JTHC-
ILTa3H4, BEICOKOE KPOBAHOE JaBICHHE

[ HIoroHa H3M

M=uoxecTBeHHEIE SMHH3APHEIE JHC-
IUIA3HH

AreHe3ns ITHTOBHIHOH XeJIe3sl, JHCILTA3H
TODKETYA0YHOH KeIe35], MOBPeAICHHE [O-
9eK H [Ie9eHH

AreHe3nq J1€BOH MOYKH. aTPODHA
BEIIECTBA MO3ra

TpaHCIIO3HIHA MarHCTPATBHEIX COCYIOB,
CTEHO3 MyIBEMOHATEHOH apTepHH

Makpor10ocHs, MynmoIHas Kpelxa Muomis
KapauoMeramas BpoAIeHHEIH CTPHIOP
Hapymerns pocta

[ HOomwIazHa MOKETKA
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ObHapyxeHbl Tpu myTauum (Q52R, V59G r
1296L), BbI3bIBaloLLMEe Hanbonee TAXenyto
dopmy 3aborieBaHms, BKIIOYaOLLY0, KpOME
HCL: 3agep>XKy MHTENNEKTYanbHOro
Pa3BUTUSA, ANUENCUIO, aCCOLIMMPOBAHHYIO C
rMNornMKeMnUamMmn, n gucmopdunyeckmne
OCODEHHOCTN. OTOT CUMMTOMOKOMMMJSIEKC
nony4un B ganbHenwem HammMeHoBaHue
DEND-cuHOpoMa.

[launeHTbl C HEBPONOrMYeCKNMHU
HapyLweHnaAMmn, Ho 6e3 cyaopor,
paccMaTtpuBanucb Kak nmerwine iDEND-
CUHOpPOM



NMepopasibHble caxapoCHWXaloLwme
npenapartbl (MNCI1)

Mpenapatbl cynbgpoHUuAMoueBUHLI (CM):

ranknasng ( madetoH MB);
IMUKBUAOH ([ NHOpeHopM);

rnnéeHknamng (MaHnuHun 5, MaHnHWn 3, 5, MaHuHuA 1,
75);

rnnnunsng (I nnbeHes-petapa);
ramMennpug (AMapun).

MeI'J'IMTI/IHl/I,ﬂ,bI 1 MPOV3BOLAHbIE CDEHWaSIaHHA.
penarnnHug (HOBOHOPM);
HaTernnHua (CTapaukc).




BosHukalowme TpaH3UTOPHbIE XXenyao4Ho-
KMLLEYHbIe HapyLUeHUa 1 anm3ogbl
rMNOrNMMKEMMNN YCTPaHANNUCL Nogdopom
aJleKkBaTHOro npenapara, 403bl U
yBeNn4YeHnem 4actoThbl ero BBe4eHus
(Hanpumep, 2 UnNn 3 pasa B AEHb).
HenpomblleyHble CUMNTOMbI MEHee
BblpakeHHbIX DEND-CMHOPOMOB OTBEYaloT Ha
Tepanuto rmmubeHknammaom.



NPEMNAPATbBI CYJIbOOHWIIMOYEBUHLI

Mexanuszm oelicmeuns

v [lpenapatbl 1 reHepaunm

(mon6ymamud, kapbymamud u dp.) - SHokAA. A L0 (o Omxpormme Ca®
He npumeHstoTea ¢ 1998 . 3“""‘““’“‘:;3”08 KaHAJIOB

v [lpenapartbl 2 reHepauunm \ -

. rﬂ M 6e H Kna M Mﬂ A:r:”;w‘/- ' A . ,.’ -
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MeMOpaHbl Ca %=t

=  nunu3ung
(MuHuduab, nrokompon)

=  [NUKNnas3una
(HuabemoH, [JuamukpoH, [lpeduaH)

= [JIMKBUOOH
(I nropeHopm)

v [penaparbl 3 reHepaunmu
« rnumenupug (Amapun)




KnnHnyeckun cny4yanu

[esoyka M., 1 rog 6 mec —NMHC[,

[eBoyka M., 1 rog 6 Mec, OT 2-U
bepemMeHHOCTH, NpoTEKaBLLUEW HA
dooHe yrpo3sbl npepbiBaHuA. 3a 2
Heq OO Poa4oB MaTb NepeHecna
OPBW. Pogbl Ha cpoke 39 Hef,
onepartuBHble (MonepevyHoe
nonoxexHue nnoaa). Macca tena
npu poxageHum 2960 1, pocT 51 CMm,
oueHKa no wkarne Anrap 7—38
6annos., BbiNncaHa Ha 6-€ CYTKMW.

HacneacrBeHHOCTh: 6abyLuka no
MaTEPWUHCKOW NUHUK (61 roa)
ctpapgaet C[2 B Te4yeHune 5 ner,
nony4aeT rnepoparbHble
caxapoCHmXatolme npenaparbl.




B meq yupexaeHue Brepsble NocTynuna B Bo3pacTe 11
Mec.

VIHCynuHOTEepanmsa: HoBopanua 1 fesemup B
COOTHOLLEeHUN 60:40, cyToyHada gosa 0,9—1,0 Ea/kr/ cyr.
YpoBeHb HbAlc — 7,8%. C-nentng — 0,1 Hr/MIT; TUTP
aHTUTES K OCTPOBKOBbLIM KNeTKam, UHCYITUHY U
TUpo3nHdocdaTase He noBbILWeH. [1pn ocmoTpe
HEBPOMNAaTOSIOromM NaTosiorMn He BbiABMeHo. B
oTaeneHnn oobuTbca ctabunusaunm rmmkeMmmm He
yaanocb. B3aTtel 00pa3subl KpoBU AN UccrieaoBaHus
reHa KCNJ1. B ganbHeuweM no MecTy XXUTeNbCTBa B
CBS13M C NOCTOSAHHbLIMU TUMOTNMKEMUAMMN NMepeBeaeHa
Ha MHCYINWH BecnmnkoBoro Aoencteusa J1anTtyc. Taxenbix
rMMOrNMKEMMNYECcKmNX, KeToaumgoTU4eCcKux COCTOSAHUN He
Habnganocs.




[ToBTOpPHasa rocnuTanusauuns B 6onbHMUY B Bo3pacTte 1 rog 6 mec.
NHcynmnHoTepanua npm NOCTYNSIEHNX: HOBOpanua + NaHTyC B
COOTHOLEeHnn 75:25, cyTodHaa nosa 0,8—0,9 Eg/kr/cyT, cyTouHble
kKoriebaHus rmmukemmmn 7,8—22,2 MMOJSIb/1, ypoBeHb HbAlc 10,0%
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Puc. 2. Aesouxa M., 1 roa 6 mec. Naukemus (no aanxsim CGMS) Ha uHCyAMHOTEpanuK.



Cekpeuuns C-nentnga pesko
CHMXEHa

NMokasaTtenb HaTowak Yepe3 60 MUH Yepes 120 MuH
nocrie Harpy3kn | Nocrie Harpy3kKu

C-nentug (Hopma 0,1 0,1 0,1
1,1-4,4 Hr/mn)



[MponsBeneH nepeson Ha rmMmbeHknamua, B CTapToBomn ose 0,6 Mr/Kr/cyT C
nocregyouwen TuTpaumen rno rmmkemum nog KoHtTponem CGMS. Ha atom dooHe:
CHWXeHMe 003bl MHCynunHa Jlantyc go 1—0,07 Ea/kr/cyT, nHcynuH HosoPanng
OTMEHEH; CYyTOYHble KonebaHuns rImmkemum ot 5 4o 10 MMosb/ 1
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Puc. 3. Aesouxa M., 1 roa 6 mec. Naukemns (no aanssim CGMS) nocae HazHaveHus ranbeHkAammaa.



Habnoganocb Takke BOCCTaHOBEHUE
ypoBHS1 C-nentuaa npu npobe ¢
Harpy3kou

NMokasaTtenb Hatowak Yepe3 60 MMH | Yepe3 120 MUH
nocne nocne
Harpys3ku Harpys3ku

C-nentuna 1,4 2,3 2,2
(Hopma 1,1-4,4
HIr/MI)



[Tocne BbINMCKM U3 CTalMoHapa
B JOMaLLHMX YCNOBUAX NHCYINH
JTaHTyC ObIN NONHOCTLIO
OTMEHEH U3-3a r'rnornMkeMmmm B
HOYHOe BpeMmsA. B cBaAsn ¢
NpoaoSKarLWNMNCH
rmnornuKkeMmnsiMn ao3a
MaHunHmnna obina cHavana
CHMXeHa Oo 0,6 Mr/cyT, a 3aTem
OeBOYKa rnepeBeneHa Ha
npenapat [uabeTtoH B 003e 45
Mr/cyT. Ha aTom poHe
konebaHuns rmmkemmm
cocTtasunu 4,7—7,9 MMorb/n B
Te4YyeHue CyTOK, ypoBeHb HbAlc
— 7,1%.




OnuncaHbl HECKOSMbKO Cny4yaes nepesoaa
nauneHTtoB ¢ HCJ] Ha npenaparthl
CYINbAOOHNNMOYEBUNHbI; A0 FrEeHETUYECKOU
BepudUKaLunum gnarHosa Bce nauneHTbl nonyyanmu
MHCYNUHOTEPANUIO N0 MHTEHCUAULIMPOBAHHOW
cXeme B cpeaHen cytodHou gose 1,15 Eq/kr.
[locne reHeTnYyeckon Bepudmkaumm ouarHosa 6
(42,9%) nayneHToB: 4 — ¢ MyTauuaMun B reHe
KCNJ11 n 2 — ¢ myTtauuamm B reHe ABCC8 bObinu
NONMHOCTbLIO NepeBefeHsbl C UHCYNMHOTEPanUn Ha
rne4vyeHne Npon3BoaHbIM CyNb(OHUITMOYEBUHDI
BTOPOro MoKoneHus (rmnbdeHkrnammaom) B
cpenHen cytodHou goase 0,54 mr/kr (0,1—1,4 mr/
Kr).



B nepBom cny4ae nepeBof Obli1 OCYLECTBMNEH Y
pebeHka c NMHCI (myTaumnsa R201H B reHe KCNJ11)
TSXKenbIM 1adbunbHbIM Te4YeHnem 3abdboneBaHus,
OOCTaTO4YHO OOMbLUOW NOTPEOHOCTLIO B UHCYINHE
(oo 1,5 Ea/kr/cyT) u DEND-CUHOPOMOM.

bbbl yCTaHOBMNEH AMArHO3: CUMNTOMaTU4ecKas
anunencusa, CUHAPOM ABUraTernbHbIX HapyLLEeHUN,
Ha3sHa4deHa Tepanuna genakmHom B gose 10
Mmr/kr/cyT. 'locne nepeBoga Ha rmmbeHknamua B
no3se 0,3 Mr/kr/cyT oTmMedanacb HopMmanusauus
rMUKemMundeckoro npodoung, ynydlleHme
NNCUXOMOTOPHOIO Pa3BUTUSA pebeHKa.




Bropown cnydyan — gesodka ¢ TpaH3uTopHbIMHCL;
MaHudbecTaums ¢ 4-MeCcA4YHOro Bo3pacTa C
pemMmuccuen B 8 mec. [loBTopHas maHuecTauuns
3aboneBaHunsa npounsoLusia B Bo3pacTte 6 net. Cnegyet
OTMETUTb MArkoe TedeHmne 3aboneBaHnd (HbAlc —
7,9%) 1 HeDoMNbLY NOTPEOHOCTL B UHCYINMHE (0,3
En/kr/cyT). [1pn MONekynapHoO- reHeTU4eCKOoM
nccrnenoBaHum obHapyxeHa myTtaunst 1284E B reHe
KCNJ11. lNepeBopg Ha Tepanuto [NINC 6bin nponsseneH
Yyepes 10 NeT nocne nepsov MaHUdecTaumnm
3aboneBaHus. [lepeBegeHa Ha rmmMbeHknammna B J03€e
0,16 Mr/kr/cyT; nocne nepesoga rmmkemmna 5,4— 7,8
MMOnb/n, ypoBeHb HbAlc — 6,0%. [lo3a [NI'1C co
BpeMeHeM cHuannachk 4o 0,07 Mr/kr/cyT.



[TpOrHoO3 3aBUCUT OT (POPMbI JaHHOM NATONOIMMMN N CPOKOB €€ BbISIBIIEHUS.
[1pn ycnoBun cBOEBPEMEHHOMN KOPPEKLIUN HapyLLEeHNN roMeoCcTasa
TpaH3uTopHaa popma CLl HOBOpOXOEHHbIX obellaeT bnaronpusTHbIN
NPOrHO3, a €€ NepMaHeHTHbLIN BapuaHT npegnonaraeT NoXXU3HeHHoe
NPUMEHEHNE UHCYNHA C PaHHUM Pa3BUTUEM COCYANCTbIX OCNOXHEHUN.
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CITIACHABO
3A
BHUMAHME!




1. Y710 Takoe HeoHaTanbHbIN caxapHbin AnabdeT?

2. VI3aMeHeHMe KaKoro y4yacTtka XpoOMOCOMb!
nexxut B ocHoBe pa3sutuna HCL?

a) 4p16.3
6) 3p23
B) 6p24
r) 624
3. [lepeyncnunte reHbl, MyTaunum KOTOPbIX MOIYT

Bbl3bIBaTb MYIbTUCUCTEMHbIE 3ab0oneBaHus,
Bkntovada HCH (ux domkHo 6bimb 6).



4. CooTHecuTe:
e TpaH3uTopHbin HC[
* [lepmaHeHTHbI HCL

[ MnoroHaan3m
Mwnonus
Kapagnomeranus
HapyweHuns pocTa

[ Mnonna3suns Mo3)e4ka
[Nuncnnasunm

ATpodunsa mo3ra
Makpornocug



OTtBeTbTe HA BOMPOCHI

5. MpuBecTn Nnpumepbl nepoparnbHbIX
caxapoCHWXatloLux npenapaToB



