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OMNPEAEJIEHNE

* MeTabonnTHO 3abonsaBaHe ¢
MHOrO®akTOpPHA eTNO0JI0TUS,
XapaKTepum3npaLLo ce ¢ XpOHMYHA
XUNEPrIMKEMUS, Ab/KALLA Ce HA AedeKT
B MHCY/IMHOBATa cekpeuusa n/mau
MHCY/JIMHOBOTO AeNCTBME



ETuonormnyna knacmoukayma Ha 3/
(ISPAD 2014)

e Tna
e Tun2

o CneundPuYHM TUNOBE: FTEHETUYHUN gedeKTH
Ha B-kn ¢yHkuma (MODY) n MHCYAMHOBOTO
AENCTBMNE,MYKOBUCLMAO3A, TaslaCeMUS,
dmnbpokankynosa Ha naHKpeac,
rnagyBaHe,eHAOKPMHONATUW, IEKAPCTBA,
MHOEKLMWN, FEHETUYHU CUHAPOMM
acoymmnpanu c amabet: DIDMOAD (Wolfram
syndrome), Prader-Willi syndrome,Down)

e [ecTaumoHeH anabeT
e HeoHaTaneH aAnabet



BuaooBe anabert B AeTcKa

i Bb3pacT

[eHeTUYHUN CUHAPOMMU




EMNMNAEMUONOIINA

* TeHAeHLUMS 3@ HapacTBalla YecToTa u
AaHTULMMAUUS

e LliInpoka Bapunaumsa B pasanyHuUTe CTPaHu U
eTHM4YeCKkun nonynaumm (No-rosigMa 4ecToTa
Ha ceBep)

e 3a6021€BaeMOoCT Ha 100 000 AeTCKO
HaceneHme rogmnLlHo:

A3unsa (AnoHunsa) — 1,8 (Han-HUCKA)

Espona (PuHnaHana n CapavHms) — 35,3 (HaM-BUCOKA)
Bbvarapusa—g,3



EMNMNAEMUONOIINA

e HecToTaTa ce yBeamnyaBa C Bb3pacTTa
(MUK 10 - 14T)

» Bce olle Hen3acHeHa CTPYKTypa Ha
HaCcneACTBEeHOCTTa:
bawacbc341  —puck 7%
Mawnka cbc 311 — puck 2%
bavsHak cbc 311 — prck 35%
CnbamHrn cec 31— puck 3 - 6%



ETONOI N

e |.TEHETUYHUN QAKTOPW

o [lnabetHn reHmn (HLA mapkepu) cBbp3aHm C
NoBuULLEH pUCK 3a 31

> HLA -YoBeluku neBKOUMNTEH aHTUIreH (4acT
OoT [NnaBHMA KOMMNJ1eKC 3@ TbKAHHA
noHocnmmocT — MCH, B kbC0O pamMo Ha 6
XpOMO30Ma)



° HLA mapkepu 3a NOBULLEH PUCK:

Knacl, nokyc B, anenu 8 n 15 (B3, Bag)
Knacll, nokyc DR3-DQA 1, DRy -
DQA 1

> DQ — nokyc uma 2 Bepuru (anda n 6eta)

° [NoBuLLIEH puUCK:

B a/1da BepMUra Ma aprmHUH Ha 52 No3uuus
(+aprmvHunH)

B OeTa BepuraTa HAMa acnapTaT Ha 57 NO3UL KA
(-acnaprar)



2. AEQEKT B UMYHHINA
OTIrOBOP

e OCTPOBHO- K/IETbYHA AECTPYKLMA B MAHKPeac OT AT
cpelyy 6eTa K/1IeTKMTe KaTo pe3y/iTaT OT NaTON0rnyeH
MMYHEH OTrOBOP C FEHETUYHO KOHTPO/IMPaHe

o AT cpelly beTa-kneTbyHM Ar NpmM HOBOTKPUTU 6O/THM
cbe 3/ 1:

UnTonnasmatmyuHm octpoBHokneTbYHM AT (ICA, IgG1) — 80-90%,
HamanasaT 40 20% cneg 5r, 0 5% cneg 10-20r

Glutamic-acid-decarboxylase AT (GAD 64 KD) — GAD (lama
aMMHOMAC/EHA KMCEeNMHA CUHTE3MPALL, EH3UM)

Insulinoma-associated protein 2 AT (Proten-tyrosine-phoshatase)
(1A2)

NHcynnHoBu AT (IAA) —20%
[MoBbpXxHOCTHU beTa-kneTbuHU AT (ICSA)
Zinc transporter 8 (ZnT8)



e Acoumnaums c APYTN aBTOUMYHHU
3abonasanHuga (AlMQC):
BasepoBa 6bonect
TupeonamT Ha XaWmMMOTO
[lepHMLMO3Ha aHeMUS
AauncoHoBa bonect
Butuavro
Xunonapatnpeonansbm
MunacTteHunsa rpaesuc



3. PAKTOPU HA OKOJIHATA CPEAA

* a/ BupycHu nHoekumm (Kokcakm B,
[lapoTuT, Pybeona, Bapuuyena)

* MexaH13bM Ha yBpeXxJaHe:
1. lnpekTHO yBpeXxaaHe Ha beTa ki1eTkaTa
2.4pe3 nmyHeH oTroBop:

* [NpomeHsa kneTbyHUTE AT

* [pomMeHs MyHOperynaTopHaTa cMcTema
(T-xennepu n T-cynpecopw)

* MonykynapHa Mummnkpusa (KpbCcTocaHa peakuus c Ar ot
beTa kneTkaTa)



e 6/ Anerta

° HUTPATU

o 6enTovuMTE Ha KpaBeTo MASKO (beTa —
NAKTOrNobyAnHbT 1 ropexamat anbymuH (ABBOS)
MMaT MOJIEKYNAPHO nogobune ¢ NOBbPXHOCTHO-
KneTb4yHu Ar Ha b6eTa knetkaTta (ICA69)

e B/ XMMUYHU TOKCUHM (nekapcTBa — Alloxan,
npenapaTsT — Vacor)

e r/ AlednumnTt Ha BuT./] B KbpMayecka Bb3pacT
(MUMYHOCYnpecopHoO aencTteme Ha But.J)



NMATOOUN3NONOTIINA

HLA + dpakTopu Ha okosiHaTa cpesa

!

[laTonornyeH MMyHeH oTroBop (4ecTpyKkumsa Ha B-kn naHkpeac 80-90%)
AednumnT Ha eHA0reHeH NHCYINH

Xl/ll'lepFJ'Il/IKeMl/lﬂ (HamaneHo MU3Mnoa3BaHe Ha [n1 0T T'bKaHl/ITE)

l

Xenap (Hama/sieHa CMHTe3a Ha IIMKOreH, NoBULLEHA IOKOHeoreHesa,
NoBMLLEHA CMHTe3a Ha aueTua-koeHsnm A, Ha MK 1 KkeToHK)

l

OcmoTHnYHa anypesa

i

Aexvapartauyms

MeTabonmnTHa aumao3a (KETOHWN)

l

MoBuLwEeH KaTaboan3bm Ha BenTbuM U MacTU



NUATHO3A

e K3 Ha rnagHo Haza 7.0 mmol/l (nnasmeHo
HMBO)

» K3 noctnpaHagnanHo Hag 11.12 mmol/l
 [noko3ypus
* ALLeTOHYpUA
e HbA1-c> 6.5%




Mpepanabet (HapyweHa | dasa Ha
MHCYIMHOBA cekpeLmna)

o Xuinepramkemmsa Ha rnagHo (XI') —6.1—
6.9 mmol/l

e HapyweH rnoko3eH tonepaHc (HI'T) —7.8
—11.2ammol/l Ha120 oTOI'TT



KANHNYHO NMPOTUNYHAHRHE
N DA3

* [peaamnabet (Camo NO reHeTUYHM
N UMYHOJIOTMYHN MapKepu)

e HavanHa ¢a3sa
OcTpo Havano
Monnamnncums
[Monnypusa (BTOprYHa HOLLHA eHype3a)
3arybaHa TM
ALETOHOB AbX
KopemHun 6oakm (CMMyarpa oCTbp KOpeM)
[eHnTasIHA KaHAMA034a
YMopa 1 MycKkyaHa cabocT
KoxxHu nHdpekumm




KANHNYHO NMPOTUNYHAHRHE
N DA3

» YacTuuHa pemucma (“mMegeH mecel,”)

[lpe3s nbpBUTE 1- 6 MeceLa OT AMarHO3aTa
MHcynnHoBa fo3a nog o.5 E/kr

YecTn xmunornmkemmm

* XpOHMYHA Pa3a Ha AOXKMBOTHA
3aBMCUMOCT OT €K30reHEeH MHCYIMH

[lo HayanoTo Ha nybepTeTa- A03a 0T 0.5 — 0.8 E/kr



XpoHUYHA Pa3a

e ToTaneH anabet

CoBnaga c nybepreTa

[1bHa 3aBUCUMMOCT OT eK30reHHUS UHCYNH
NHcynnHoBa 403a o1 0.8 — 1.5 E/kr

YecTn keToaumnao3u

* CnegnybepteTHa dpasza (CMOKOMHO
NpoTMYaHe)



MOHUTOPUPAHE HA AVNABETHUS
KOHTPOJ1 CNIEZ ANATHO3ATA

» KpbBHO-3axapeH npodu

* [noKo3ypus

* ALLeTOHYpUA

* [NnknpaH xemornobumH Ai-c (g0 7%)
» OpykTO3aMUH (A0 1.6 MmMoOA/n)

o Xonectepoa, Tpuramuepman

* MAY

» QyHaOCKONUS

* ApTepurasiHO HanaraHe



JIEHERWUE ‘

(0]

(0]

(0]

|. HcyanH \?o\
X

[TOAKOXHU NHXXEKLLNN
HauanHa go3a (0.7 — 1.0 E/kr)
YoBewKu MHCYIMHU U aHA/103U

Bbp3ogencTBalLm MHCYINHM (6oNyC A03M) — HAYaNO0 Cnea
0.54, MUK 24, NPOAB/HKNTE/IHOCT 8Y

NHTepmeamepHn MHCYANHK (Ba3anHu 4031M) — HAYano
CNes 24, MUK 4-124, MPOABJ/IKUTENHOCT 124

AABy®da3oBu MHCYANHM (CMeCeHN)

NHCYAMHOBM pexxMmm (KOHBEHLMOHANAHW, 6a3an-bonycHu)
VHKeKLMOHHM MecTa — kopeMm, beapa, MULWIHNLMK
VHXKEKLLMOHHM CpeCcTBa — CMPUHL,0BKM, NUCAJIKK, MOMMMN



* YoBeLwKn 6bp3n NHCYNHK




* NHTepMeanepHN HCYINHW




bbp3n MHCYTMHOBU aHa03U




MHCynnHOBa noMna

MiniLink™ Transmitter and

Continuous Glucose Sensor
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i “Be3nyHa noMna”




JIEHERWUE

2. AIVETA

e Llen: HopmaneH pactex n passutue
® 1000 KKaJ1 + 100 KKaAa/roZ. Bb3pacT
e MOMMYeETa A0 2200 KKas/244

°* MOMYeTa 40 2400 KKa[244

* 6 XpaHeHuA (3 ronemMm m 3 3aKyCckmn)

e CbcTas:
Bbrnexmapatv —5o%, 4 - 12 r/kr
(npecmaTaHe B XE, 6aBHU Bbraexnapatm)
bentbum—10-15%, 1- 2 r/kr
Ma3HuHM —30 - 35%, 1 - 3 r/Kr
[Noacnagutenn (3axapuiH, acnapTam)
"AnabetnyHm xpaHun"




JIEHERWUE

* 3. Pu3nuecka akTUBHOCT (Mrpwm, cnopT)

¢ 4. ObyyeHMe N CAaMOKOHTPON




OCTPUYCNOXHEHNA
(XUMNOTIMKEMUU MW KETOAUWAOS3A)

o XNNOTNMMKEMWIK




NEOUHNLNSA

* HnBoTO Ha K3, npu KoeTo 3anoyBsa
dusmonormnyHa amcoyHkumsa Ha HC (nog
3,9 Mmosi/n) ¢ unm 6e3 cMMnNToMaTUKA




MPEAPA3MNOJATALLN GAKTOPU

* [pewkn B UHCYNINHONI@YEHUNETO
* [lponycHaTo XpaHeHe
» ®U3MUeCcKo HaTOBapBaHe

e A/IKOXOA, ieKapcTBa (cannumnaTy,
napaueTtamon)

» ®asza Ha pemucus

 3aryba Ha KOHTpaMHCyNapHMSA OTrOBOP
(ronama AaBHOCT Ha 3/1)



KJIMHUNKA

e ABToHOMHa HC (rnag, pa3TpenepsaHe,
cbpuebueHe, n3noTsBaHe)

* HeBpor/sitokoneHua (pasgpasHUTENIHOCT,
rnaBobonme, ropy, KOMa)

o [10 TexecT: Nneku, cpefHun, TEeXKN



JIEMERUNE

» Jlekn u cpeaHu — 3axap 15T, 3aKycKa

o Texku
[ntokaroH —i.m., 1 mg (0,5 mg)
[ntoko3a 40%, 1 ml/kg, i.v. baBHO
[noko3a 10% , TpanHa i.v. NHPY3uS
MaHuTton 20%, 1 r/kr, i.v (M03.egem)
XymaHanbymumH 20%, 5 Mma/kr
KomaHAHO AMllaHe

* KAT Ha rnaBa, EEl (Bb3MOXHU Cca NnpexoaHu
AU TPaNHM Noceamnymn)



NUABETHA KETOALMAO3A
(AKA)

YBO/
e Hau-yectaTta npmymHa 3a CMbpT {
npu geuata c gnabet (Mo3.egem)

 [IpeBeHL A Ype3 paHHa gMarHo3a Ha gunabeta u
MPaBUAHOTO MY KOHTPOJIMPAHE MO BPEME Ha
MHTEPKYPEHTHUN MHPEKL MK

* N3nckBa He3abaBHa XOCNMUTaNM3aALMA B LEHTBHP C
onuT 3a siedeHue Ha KA

* JleyeHune no onpejesieH rnpoToKoJl



NEOUHNLNSA

e TeXXbK MHCYNMHOB AebuuunT

* K3 Hag 12mmol/l

* Ph nog 7,3, bukapboHaTtm nog 15 mmol/l
e [NOKO3YypuUA

e ALLeTOHYpUA

o [lexnapatauunsa Hag 5%

producing
cells destroyed

o [[pOMEHM B Cb3HaHMETO %

FADAM.



NMPUHUNHIN 3A AKA

e Havano Ha 3/]1

* IHTepkypeHTHO 3abosiBaHe

e [ponycHaTa MHCYZIMHOBA MHXEKL S
o /IneTnyHa rpewuka

e Onepauus

* [lcnmxonormyeckmn pakTopm (aHOpeKCms)



CMNeEWHU MEPKW

* AHaMHe3sa (noamanncms, NoAnypus,
noBpbLLaHe, KOpeMHU 601KN)

* KAIMHWYHO n3cnegBaHe (AexmapaTauus,
HapyLeHO Cb3HaHMe, NPOSABM Ha KeTo3a —
aueToHoB AbX, Kycmay/ioBO AuulaHe)

e buoxnmmsa (KAC, K3, yprnHa 3a 3axap u
aueToH, enekTponuTu, ypes, EKI)



JIEHERWUE

1. MHCYJINH

* i.vuHPy3msa 0 HOpmasm3ampaHe Ha Ph
e 0,1E/kr/u (0,05 E/kr/uv)

* bBbp3ogencTBally MHCYAMH, OT 2 Yac

® S.C-30 MUH. Npeaun NpekbCBaHe Ha 1.V



2. PEXU/IPATALLUA

o /1HeBHU HYXAN+5% oT TM/24 4, TpanHa i.v.
MHPY3USA 3a 24 -484

I
o Ou3.cepyM 0,9%0, o wmisdt| | = -




3. BUKAPBOHATW

o Cnepa 2 4aca oT HA4YaN0TO HaA
pexmnapaTtaymdaTa (p1ck 3a Mo3.aLma03a
N PA3KO NOBULLEHNE HA OCMO1a/INTETA)

e [1pn pH <6,9
* 8,4% NaHCO3, i.v. 33 60 MUH.

e | -2 mmol/kg



4. KOPEKUMSA HA K-AEOUL AT

° 1 4YacC cnes Havyaa0To Ha
pexmapaTtaumaTa, eHOBPEMEHHO C
MHCYNNHA

* i.v MHOY3MA Ha 15% KC|

* 40 mmol/l cepym



5. EHEPTVEH BHOC

o AHTUKeTOoreHHa ameta (baBHMU
Bbr1exmapaTu)

e /la ce cnpe KeToreHesara




6. MOHUTOPWUPAHE

* 3a ycoxHeHunsa Ha KA (mo3. egem,
XUNOrAnKeMUS, napaanTudeH nieyc,
XUnepocmosiapHa KOMa)

* MNpn nudekuymsa (Ab)




