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FETEPOrEHHASA CTPYKTYPA CAXAPHOIO AINABETA
B AETCKOM BO3PACTE HA COBPEMEHHOM J3TAINE

Knrouyeenbie cnosa: caxapHbili Ouabem y demel u moOpOCMKO8, 2emepo2eHHasi CmpyKmy-
pa caxapHoeo Ouabema, caxapHbil Ouabem 1-20 muna y demed, caxapHbili Ouabem 2-20
muna y demel, MOHO2EHHble (hOopMbI caxapHo2o uabema y Oemel, HeoHamarlbHbIlU ca-
XapHbIl duabem.

C pa3sumuem cospeMeHHbIX Memodo8 OuacHOCMUKU, MOJIEKYIISPHOU eeHemuKu cmarna eblsie-
NIiIMbCS1 2emepozeHHasi cmpykmypa caxapHozo duabema y Oemed. lNpusedeHa 6 rpumep co-
e8peMeHHasi Knaccugbukauyusi caxapHoeo Ouabema (CL) no amuonosudeckoMy RpUHUUMY
(ISPAD, 2014). o GaHHbiM 3a 2016 2., 8 Yysalwickol Pecrybriuke 8 cmpykmype caxapHO20
Ouabema y 96,8% O0emell u nodpocmkos (212 uyenosek) duaeHocmuposaH CL 1-20 muna, y
3,2% (7 4enosek) — dpyaue murbl C (C4 2-20 muna — 1, MODY — 4, nunoampoguyeckuti
CA - 1, HeoHamarnbHbil C — 1). JaHa kpamkasi xapakmepucmuka HeKOMOopbIX Muriog caxap-
Ho20 Ouabema y demeli: 1-eo muna, 2-eo murna, MODY-Ouabema, HeoHamarnbH020 uabema.
lMpusedeHb! Mpumepbl KITUHUYECKUX Crlyyaes8 caxapHo20 Ouabema 1-20 muna, 2-e0 muna,
MODY, HeoHamarnbHo2o uabema, duazHoCcmupoBaHHbIX y demell U posie4YeHHbIX Ha 6a3e BY
«PecnybrniukaHckasi 0emckasi KiuHudeckas 6onbHUUa» MuHucmepcmea 30pagooxpaHeHus Hy-
sauuckoli Pecrybnuku. Omme4yeHo, 4mo eemepoeeHHas cmpykmypa CL y demeli onpedernsiem
HEeobXxo0UMOCMb YMOYHSMb HE MOJIbKO ¢hakm Hasu4usi 3aboresaHusi, HO U €20 muri Orisi orpe-
OenleHusi meparnesmuyeckol makmuku U uyerel 0Oy4YeHUs, pucka OC/IOXHEHUU, MeOUKOo-
26eHemu4YeCKo20 KOHCYTbMUPO8aHUS.
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With advance of modemn diagnostics methods and molecular genetics heterogeneous structure of
pediatric diabetes became evident. The latest classification of the diabetes mellitus (DM) based
on etiological principle (ISPAD, 2014) is provided as an example. According to data for 2016 con-
ceming diabetes mellitus structure in the Chuvash Republic type 1 diabetes was diagnosed in
96,8% (212 persons) of children and adolescents, other types of DM (type 2 DM — 1 person,
MODY - 4 persons, lipoatrophic DM — 1 person, neonate DM —1 person) were diagnosed in
3.2% (7 persons).A brief characteristic is provided for some types of pediatric diabetes mellitus:
that of type1 diabetes, type 2 diabetes, MODY and neonate diabetes. The article describes clini-
cal cases of type 1 DM, type 2 DM, MODY and neonate DM, which were diagnosed in children
who received treatment in the state-financed institution «Republican children's clinical hospital» of
the Chuvash Republic Public Health Ministry. Heterogeneous DM structure in children is noted to
condition the need to define more accurately not only the fact of existing diabetes mellitus, but its
type as well for elaborating future therapeutic tactics and goals for patient education, risks of
complications, and medical genetic consultation.

CaxapHbii gnabet (CH) — ato rpynna metabonuyeckmx (06MeHHbIX) 3abone-
BaHWUN, XapaKTepu3YHLLIMXCA XPOHUYECKOW FMNeprivKkeMmnent, Kotopasa siBNAeTcs
pesynbTaTtoM HapyLUeHUs CEeKpeuun WHCYNuHa, OEeNCTBUS UHCYNMHa unm oboux
3TMXx cpakTopoB. B passutnm gmnabeta yyacTBYKT HECKOMbKO MaTOreHeTUYECKMX
MEXaHM3MOB: OT ayTOMMMYHHOTO MOBPEXAEHUSA [B-KNEeTOK NOOKeNyA04HON Xenesbl
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C passutMeM B nocneayowem abconioTHOro AgeduumTta MHCYNMHA OO HapyLUEeHUN,
BbI3bIBaOLLMX pa3BUTUE NepndepmnyecKorn pe3nCTEHTHOCTM K JENCTBUIO UHCYINHA.
Mpn CL oTMeyvaloTCa HapyLLeHNsa yrneBOAHOrO, XXMPOBOro 1 6enkoBoro 06MeHoB,
KoTopble 06YyCMNOBMNEHbI HApYLLIEHNEM OEVCTBUS MHCYNMHA Ha TKaHU-MULIEHU. Xpo-
Hu4eckasi runeprivkemusi npu C[l coyetaeTtcss ¢ noBpexpgeHnem, aMcyHKUmMen m
pa3BUTUEM HEAOCTATOYHOCTM PasfMyHbIX OpraHoB, 0COBEHHO a3, HEPBOB, Cepa-
Lia n KpOBEHOCHbIX cocyaoB (BOSG, 1999) [1].

Mepuko-coumnanbHast 3HadmmMocTb CI y geten obycrnoBrneHa BbICOKOW pacrpo-
cTpaHeHHocTbto (Ha 2015 r. B Poccuiickon ®egepaumm CL, 1-ro Tuna cocrasun: 85,7
Ha 100 000 — cpeaun poeten n 1954 Ha 100 000 — cpeaun nogpocTkos, CLl 2-ro Tuna:
1,6 Ha 100000 cpegu geten n 5,3 Ha 100 000 — cpean NoOgpOCTKOB) 1 pocToM 3abo-
nesaemoctn C[] y geter n nogpocTkoB poccuickon nonynsauum (Ha 2,8 % B rog — y
aeten n 0,97% B rog — y NOAPOCTKOB), Pa3BUTUEM OCTPbIX M XPOHUYECKUX OCIIOXKHE-
HUI KaK BaXKHEMLUNX MPUYMH MHBaNMan3aumMm n CMepPTHOCTM, SKOHOMUYECKOWN COCTaB-
nsaowen (Tepanmsa kak camoro 3aboneBaHus, Tak U ero OCNIOKHEHWUN), reTeporeHHo-
CTblO CTPYKTYpbl caxapHoro guabeta y geten u nogpoctkoB [2]. B Yyeaiuckon Pec-
nybnuke pacnpoctpaHeHHocTe C 1-ro Tuna cpeam geten B Bo3pacte ot 0 go 18 net
B 2016 r. coctaBuna 82 Ha 100 000 geTtckoro HaceneHus (cpean geten — 70,4, noa-
pocTtkoB — 156,3 Ha 100000). 3aboneBaemoctb — 13,5 Ha 100 000 (cpeavu peten —
13,4, cpeau nogpocTkoB — 14,2). PacnpoctpaHeHHOCTb Apyrumun Tunamm CI — 2,7 Ha
100 000 geTckoro HaceneHust.

Cl y peten n nogpocTkoB B BOMNbLUMHCTBE CriyvaeB MaHMAECTUPYET C ObICT-
po (oT 2-3 Hegenb A0 2-3 MecsUEB) PasBUBAIOLLNXCH TakUX XapaKTepHbIX KIUHU-
YECKMX CUMMNTOMOB, Kak MONMUAWMCUSA, NMOMNUYPUS, HUKTYPUS, SHypes3, Nporpeccu-
pyloLiee CHWXeHne macchl Tena, cnaboctb. [JaHHbIE CMMATOMbI MOTYT coveTaTbCs
€ nonudarmen, HEYETKOCTbI0 3PEHUS, PELMONBUPYIOLLMMN KOXHBIMU MHEKLUSIMMU,
BOCNanuTeNbHbIMKU 3a00NEBAHNAMUN HAPY>KHbIX MOJIOBLIX OpraHoB (BYNbBUTHLI, Ha-
naHuTel). KnnHuka caxapHoro guabeta BapbuMpyeT OT HEYpPreHTHbIX MPOSBAEHWUN
00 TshKenow aervapartauuu ¢ passutueMm anabeTtnyeckoro ketoauuaosa, BMnoTb
00 pasBUTKS KOMbI U NMPU OTCYTCTBMU 3hPEKTUBHON TEpanun — feTanbHOro UCXo-
aa. B HekoTopbix cnydasax knuHudeckne cumntombl CL pasBuBatoTCa MeasieHHO
nnbo BOBCE He BLISBMSATCSH, @ QUarHo3 ycTaHaBNMBAETCS HAa OCHOBAHWW BbISIB-
NeHHbIX runepriavkemun nnbo rmwko3ypuun. OuarHo3 moxeT ObiTb HEACHBIM Npwu
OTCYTCTBUM CUMMNTOMOB W CIy4aHOM OOHapy>XEHWUU TMNEPrIIMKEMUM, NPU HanM4Ynm
aTunmyHbiX cumntomoB C[l, npyn oBHapy>KeHWW runeprivkeMmnm Ha oHe OCTPOro
MHEKLMOHHOIO, TpaBMaTUYECKOro, LIMPKYNSATOPHOro ctpecca. B gaHHoM cnydvae
TMNEPrIMKeMNsa MOXET UMETb TPaH3UTOPHBIN XapakTep.

OnarHoctnyeckumn kputepuamu CL (tabn. 1) ABNSAIOTCS YpOBEHb [MIOKO3bl B
KPOBM M Hanu4mne unm otcytctemne cumntomos [8—10, 16].

CoBceM HelaBHO CUMTArnoCh, YTO y AeTen BCcTpeyaeTcs Tonbko CI 1-ro Tuna
(ayToumMMyHHbIN). C pasBnTMEM COBPEMEHHbBIX METOAOB AMArHOCTUKW, MOMEKYNSp-
HOW reHeTUKU cTana noATBepXaaTbcs reTeporeHHas ctpykrypa C y aeten. Tak, B
O[HOM W3 HedaBHWUX MUCCNEedOBaHWNA B CTPYKTYpe caxapHoro anabeta y geten v
NoApOCTKOB BbisBNeHO: Yy 95,19% (257 yenoBek) caxapHbii gnabet 1-ro Tvna;
y 1,48% (4 ven.) 2-ro tvna, y 1,48% (4 yen.) MODY, y 1,85% (5 4en.) Tun He
yTouHeH (matepuansl ISPAD+APEG 2015, October, 7-10, 2015, Brisbane, Austral-
ia). B YyBawckon Pecnybnuke, no gaHHbiM 3a 2016 r., B cTpykTtype CL, y neten un
nogpocTtkoB 96,8% (212 yenosek) otHocaTca k CO1, 3,2% (7 4ven.) apyrve Tunbl
Cc (CO2 — 1 yen., MODY - 4 yen., nunoaTtpocuryeckun CL] — 1 yen., HeoHaTarnb-
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Hbin CO — 1 yen.). CoBpeMeHHas knaccudukaums caxapHoro guaberta no atmono-
rmyeckomy npuHUMny npmesegeHa B t1abn. 2 (ISPAD, 2014).

Tabnuua 1
KpuTepuun guarHoctuku caxapHoro guabera [7]

I. Knaccuyeckune cumnTtombl CLl Mnm runeprimkeMmMyYeckoro kpusa B COMETaHUN C KOHLeHTpauuen
rMoKo3bl B Mnasme kposu = 11,1 mmons/n (200 mr/an)

unu

Il. YpoBeHb rnioko3bl B Nna3me KpoBu HaTowak = 7,0 mmonb /n (126 mr/an).

CocTosiHMe HaToLlaK onpeaensieTcs Kak oTCyTCTBUME NOTPebneHus kanopuin B Te4yeHne no kpam-
Hel mepe 8 yacos*®

unu

IIl.YpoBeHb rmntoko3bl Yepes 2 yaca nocne Harpysku = 11,1 mmone/n (= 200 mr/an) npu npoeefe-
Hun MI'TT (NepopanbHOro rMKo30-TONEPaHTHOro TecTa)®.

TecT cnenyeT NPOBOAUTL C UCMOML30BaHNEM HArpy3Kku rIoKO30W, copepalleit aksmBaneHT 75 r 6es-
BOZIHOW [TIOKO3bl, PACTBOPEHHOW B BoAe, Unu B Ao3e 1,75 r/kr macchl Tena Ao MakcuMarbHoW Ao3bl 75 1

unu

IV. HbA1c> 6,5%**.

TecT crnegyeT npoBoauTb B NlabopaTtopun C MOMOLLBI0 MeToada, cepTuduumpoBaHHoro Hauuo-
HanbHOW NporpamMmMoV ctaHgapTusaumm rnukoremornobuna (National Glycohemoglobin Standardization
Program) u craHaapTM3oBaHHOro B COOTBETCTBUM C UCCIIEA0BaHMEM MO KOHTPOMIO 3a AnabeTom u ero
ocnoxHeHusamu (Diabetes Controland Complications Trial).

MpumeyaHus. * Mpu OTCYTCTBUM SIBHOW runeprivkemun anarHo3 C[l, nocTaBneHHbI Ha OCHOBa-
HUN KpWUTepres, HeobXoaMMO MoATBepPXKAaTb MOBTOPHbIMM TecTamu. ** [MokasaTeno mMeHee 6,5% He
UCKIoYaeT BO3MOXHOCTU AMAarHoOCTUKM Anabeta Mo ypoBHio rmtokosbl. Ponb HbA1c npu gnarHocTuke
anabeTa y geten HesicHa.

Tabnuua 2
ATuonoruyeckas knaccugukauus rnukeMMYeckux HapyLIeHUm

HecTpykuus B-kneTok, o6bIYHO NpuBOAALLAn

K aGCONMTHON MHCYIIMHOBON HEAOCTaTOYHOCTH
a) ayTOMMMYHHbIW;

6) namonaTU4ecKum.

l. Tun 1

II. Tun 2 MoxeT BapbmpoBaTb OT NpeobnagatoLlen NHCy-
TNIMHPE3NCTEHTHOCTU C OTHOCUTENBHOW MHCYMHO-
BOW HEJOCTATOYHOCTbIO A0 NPEVMYLLECTBEHHO
cekpeTopHoro gedekra B coveTaHnm unm 6es co-
YeTaHWs C MHCYNMUHPE3UCTEHTHOCTbLIO

lll. Opyrue cneunduyeckme Tunbl

A. l'eHeTnveckue pedexTbl B-kneTouHon cyHkuum |E. HapylieHus, nHayLumpoBaHHbIe npuemom cap-

1. Xpomocoma 12, HNF-1A (MODY3) MaKOJI0OrM4eCcKnxX Unm XMMmnyeckux npenapaTtos
2. Xpomocoma 7, rmtokokunHasa (GCK, MODY?2) 1. Bakopa

3. Xpomocoma 20, HNF-4B (MODY1) 2. MeHTamugnHa

4. Opyrve pegkue popmbl MODY, B TOoM uncne: 3. HUKOTUHOBOW KUCNOTHI
Xpomocoma 13, MHCYNUHOBBIN NPOMOTOPHbIN hak- |4. [MIOKOKOPTUKOUAO0B

Top-1 (IPF-1; MODY4) 5. TvpeonaHbIX FOPMOHOB
Xpomocoma 17, HNF-1B (MODY5) 6. Anasokcupa

Xpomomcoma 2, NEUROD1 (MODY6) 7. B-agpeHepruyeckmx aroHMCToB
Xpomocoma 2, KLF11 (MODY?7) 8. Tnasnpgos

Xpomocoma 9, CEL (MODYS8) 9. AunaHTuHa

Xpomocoma 7, PAX4 (MODY?9) 10. UHTepdepoHa anbda

5. TpaH3NTOPHBIN HeOHaTanbHbIN caxapHbii ana- |11, Opyrmx
6et (THCQ) (YaLle Bcero HapyLleHUE UMMPUHTUHIa
knactepa PLAGL1/HYMAI xpomocombl 6q24.

6. NepmaHeHTHbIN HeoHaTanbHbIN caxapHbIn ava-
6et MHCL) (vawe Bcero gedekt reHa KCNJ11,
kogupytowero cyobeauHuuy Kir.6 AT®-uyscTBm-
TENnbHOro KanueBoro KaHana).

7. MuTtoxonapuansHas AHK-myTaums.

8. Opyrve
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OkoH4aHue Tabn. 2

B. NeHeTuveckue aedekTbl AeNCTBUA UHCYNNHA F. UHdbexumm
1. VlHCynMHOpe3ncTeHTHOCTb A Tuna 1B
2 Nenpeuavhnam . BpoxxaeHHasi kpacHyxa
peday 2. LinTomeranosupyc
py

3. Cungpom PabcoHa—MeHaeHxonna 33
4. Nunoatpoduyecknii anadet - IHTEPOBUPYC

4. Opyrve
5. pyrve
C. HapyweHus 3k30KkpuHHOM cbyHKUuM nogxke- |G. Peakue hopMbl UMMYHHOrO caxapHoro gua-
nyaovHoM Kenesbl OeTa
1. NaHkpeaTut 1. CuHApPOM MbILLeYHoW ckoBaHHocTK (“Stiff-man”
2. TpaBma/naHkpeaTakTOMUS syndrome)
3. Heonnaswusa 2. AHTUTena K peuenTopam MHCYnuHa
4. KnctosHbii pnbpos (MykoBrcLnao3) 3. CvHAPOM NOMU3IHAOKPVHHOW ayTOMMMYHHOW
5. lemoxpomaTto3s HepocTaTtoyHocTu | n Il Tna
6. dPubpokanbkynesHasi naHkpeaTonaTusi 4. IPEX
7. Opyrve 5. Qpyrve
D. dHaokpuHonaTum H. Apyrue reHeTU4eckne CUHAPOMbI, KOTOpPbIE
1. Akpomeranusi MHOraa cBsA3aHbl C caxapHbIM guabeTom
2. CvHgpom KylumHra 1. CuHppom layHa
3. 'niokaroHoma 2. Cungpom KnarHdpenbTtepa
4. deoxpomoumToma 3. Cungpom TepHepa
5. M'MnepTupeos 4. Cunppom Bonbdpama
6. ComatoctatMHoMa 5. Atakcusa dpugperixa
7. Anbgoctepoma 6. Xopesi XaHTUHITOHa
8. [pyrve 7. Cvngpowm JloypeHca—MyHa-buans

8. MnotoHu4eckasn guctpodus

9. MNopdupus

10. Cvingpowm lMpagepa—Bunnu

11. Opyrne
IV. FectaumoHHbIn C[
CEL - kap6okcunactepnunasa; HNF — saepHbin dhaktop renatoumToB; IPEX — X-cuenneHHbIi CUHAPOM
MMMYHHOW Aucperynsiuum, NonMaHAoKpuHonatum v aHTeponatuu; |IPF—daktop npoMoTopa MHCYnuHa;
KLF11 — Kpynnenb-nogo6Hsbivi daktop 11; MODY — anabet 3penoro tuna y monoabix; PAX4 — napHbin
romeobokc 4; ATO — ageHosuHTpudocoart.
MauveHTtam ¢ nobon dopmoit CL1 Ha pasHbix cTagusix 3aboneBaHUsi MOXeT NOTPe6GoBaTLCA NUHCYINHO-
Tepanus. MNpumeHeHWe MHCYNUHa camo no cebe He ykasbiBaeT Ha npuHagnexHocTb CL k onpeaenex-
HOMY Tumy.

B ocHoBHOM y aeTen 1 nogpoctkoB BcTpevaetcsa CL, 1-ro Tuna (6onee 90% B
3anagHbix cTpaHax). Mo MexayHapogHou knaccudmkaumn 6onesHen OecaToro
nepecmotpa (MKB-10) CI1 1-ro Tvna umeet ko E10 — NHcynuH3aBucuMbl caxap-
Hblh anabet. B 2015 r. B Poccuinckon ®egepaunn 3adumkcupoBaHo 19 548 neten un
9942 nopgpoctka ¢ CL 1-ro Tmna. ATOT TMN XapakTepu3yeTcs Yalle BCEro XpOoHU-
YECKMM TEHETUYECKN LeTEPMUMHUPOBAHHLIM  ayTOUMMYHHBIM  paspyLUeHUeM
B-kneTok nogKenygovyHOW >kenesbl U BO3HWKHOBEHWEM abconioTHoro geduumra
WHCYNWNHA, KOTOPOE MPONCXOANT C Pa3HOW MHTEHCMBHOCTbLIO, @ KITMHUYECKME CUM-
NTOMbI NposBAstoTCA Npu paspyweHnn 90% B-knetok. 3abonesaHne, kak npasu-
no, pasBMBaEeTCa OCTPO, CKMOHHO K KeToauuaosy, UMEET TSDKENoe TeYeHue, HO B
HEKOTOPbIX Cry4asiXx BO3MOXHO MOCTENEeHHoe Hayano u Gonee Msarkoe TeveHue.
Ceponornyeckumm Mapkepamu UMMYHHOW OeCTPYKUUN ABMRSAIOTCA ayToaHTUTENa K
pasnuYHbIM CTPYKTYpaM OCTPOBKOB (aHTuTena K uHcynuHy (IAA), Kk rnotamatge-
kapbokcunase (GAD), TuposuHgocdaTase IA-2 n 1A-23, aHTuTeENa Kk TpaHcnopTepy
UUHKa-8 ZnT8, NOBEPXHOCTHbIM aHTUreHam B-kneTkun). MNoaBepXeHHOCTb ayToUM-
MYHHOMY caxapHOMy OuabeTy onpefensieTcs MHOXECTBEHHbIMU FeHamu, OKOSlo
50% pucka cBsi3aHbl C reHamu [faBHOIO KOMMIIeKca rmMcrtocoBmecTumoctn HLA
[13, 15]. Cneundmyeckne kombumHauumn annenen HLADR n DQ onpenensitoT reHe-
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TUYeCKylo npegpacnonoxeHHocTb [14]. B cnydvasx, korga KrnvHW4Yeckas KapTuHa
TnnudHa ana CA1, a aHTuTena oTCcyTCTBYHOT, AnabeT oTHocuTca K 1B (ngnonatu-
YeCKMI, B OCHOBHOM — 3TO fvua adopuKaHCKOro 1 asamaTcKkoro NponcxoxaeHus).

CaxapHbin guabet 2-ro tuna (CO2) kog no MKB-10 E11 — MHcynuHHe3aBucuy-
Mbin C[1) — xapakTepunsyeTcst runeprivkeMmen Ha oHe MHCYNMHOPE3UCTEHTHOCTU
pasHoOW cTeneHu BblpaxeHHocTn. C2 B MONOAOM BO3pacTe BCTpevyaeTcs Yy Bcex
pac, HO B DornbLUEN CTENEHN CPean YepPHOW addpUKaHCKOM pachkl, KOPEHHbLIX CEBEPO-
amMepuKaHUEB, McnaHUEB (MeKCcHKaHLUEB), NpeacTaBnTeneit A3Mm 1 KOPEHHbIX XUTe-
nen TuxookeaHckoro pernoHa. C[12 ctaHoButca Bce Gonee 3HauvMmMmon npobnemonm
BO BCEM MWpE B CBSA3M C pacnpocTpaHeHneM oxupenns. Passutne CO2 accouunpo-
BaHO C pa3BuTneMm meTtabonuuyeckoro cuHgpoma. CornacHo onpegeneHuio BO3,
6onbHoM C2 (nMbo 4enoBek C AMArHOCTUPOBAHHLIM paHee HapylueHnem Tone-
PaHTHOCTW K [TIOKO3€, WMHCYITMHOPE3UCTEHTHOCTBIO) MMeeT MeTabonMyeckuin CuH-
OPOM MPW HanmuMuMn AByX M3 CrneayloLlwmx NpusHakoB: abooMUHANbHOMO OXMPEHUs,
apTepuanbHON rMNepPTEH3UK, NOBbLILLEHUS YPOBHEN TPUIMULEPUAOB U/ CHUXEHUSA
yposHew JIMBI1 B nna3ve, mukpoansbymuHypun. B 6onee 75% cnyyaes npocnexu-
BaeTcs HacnefctBeHHOCTb No CA2. OcobeHHOCTAMM KNMHUYECKON KapTuHbl CO2 y
OeTel 1 NOAPOCTKOB ABMAAOTCA: MASIOCUMMNTOMHOE MOCTENEHHOE Hayarno (XoTs BO3-
MOXKHa ocTpas MaHudecTauusi ¢ KeTO30M), B OCHOBHOM AMAarHoOCTMpyeTcs y AeTen
ctapwe 10 neT, xapakTepHbl M30bITOYHAA Macca M OXMPEHWe, OTCYTCTBYET acco-
unaumna B HLA-rannotunamm, OTCYTCTBYIOT CEpOnornyeckue mapkepbl ayTOMMMYH-
HOro npouecca, COXpaHHas CeKpeLMs UHCYMNMHA C MMNEePUHCYNTMHU3MOM WU MHCYIN-
HOPE3NCTEHTHOCTBIO (HapyLueHne BMONornMyeckoro OEeWCTBUS WHCYNMHA Ha TKaHu-
MULLEHKN). YacTo MMEITCA TakMe XapakTepUCTUKA WHCYNMHOPE3UCTEHTHOCTU, Kak
YepHbI akaHTo3, OBapuanbHas runepaHaporeHns, HeankoronbHas uposas 60-
nesHb neveHu. [na oueHKM UHCYNMHOPE3NCTEHTHOCTM CYLLECTBYIOT pacdeTbl pas-
NNYHBIX MHAEKCOB NHCynuHopeancteHTHocTn (HOMA-IR, Caro, Matsuda) [5, 8].

MODY-guabet (Maturity-Onset Diabetes of the Young) mncxogHo HassaH
«anadeTtom 3penoro Tuna y monogpix». MODY-gnabeT saBnsieTca HacneacTBEHHON
dopmoni cnabosbipaxeHHoro C[l, npoTekatowero 6e3 ketosa, BNepBble MPOSB-
nswLlerocs B NOAPOCTKOBOM MM paHHeM B3pocnom Bo3pacte (MKB10 — E13 —
Opyrne yTouHeHHble dpopmbl CL). OT0 rpynna 3aboneBaHnii, BO3HUKLLMX B pe3yrib-
TaTe JOMUHAHTHOW reTepo3UroTHON MyTauun B reHax, OTBeYalolmx 3a pa3BuTue
nmnbo yHKUMIO B-KNEeToK. XapakTepHa HacneACTBEHHOCTb, Npy cbope aHaMmHesa y
POACTBEHHMKOB MOXHO BbISIBUTb PasfuyHble HapylleHus YrneBOAHOro obmeHa
[11, 12]. Ha cerogHAwHun geHb onucaHo 13 Tunos MODY-C/.

HeoHaTtanbHbI caxapHbin gnabet (HCL) — ato moHoreHHasa dopma C[ B
nepsble 6 mecsues xun3Hn (MKB10 — P70.2 — CaxapHbin AnabeT HOBOPOXAEHHbIX).
Penkoe 3aboneBanue (1 Ha 100000-400000 HOBOPOXAEHHbIX) MOXET accouumnpo-
BaTbCA C 3aJepXKKOW BHYTPMYTPOOHOro pasBuTusa nnoga BCneacTBMe npeHaTanb-
Horo geduunta UHCYNUHA, a Takke C pasfnMYHbIMU acCOLMMPOBaHHBIMK 3KCTpa-
naHKpeaTU4YeCKUMM KIMHu4eckumn adpdpektamu. ns HCL xapakTepHbl BblpaXKeH-
Hasi rMNeprrMKeMumsi, OTCYTCTBME CKIMOHHOCTU K keToaumao3dy. [pumepHo B nomo-
BUHE cny4aeB TpebyeTcsi NMoXmsHeHHoe neuveHue (nepmaHeHTHoin HC[), B oc-
TanbHbIX CIydasX B TEYEHME HECKONbKUX Hedenb UNn MecsiLueB NpoMCXOauT pe-
muceua (TpaHsuTopHbii HCIL), xoTss BO3MOXEH peumamB B Oyayuiem. eHeTude-
ckas npupoga HC[, pasHoobpasHa. OnucaHo 26 moHoreHHbIx noatunos HCO [6].

Mocne yctaHosneHus avarHosa C[] Ha npakTuke MOpow He MpPOCTO onpeae-
nuTb ero Tun. Cnyyaetcs, 4to naumeHTy ¢ C[] 2-ro Tuna unmM MOHOreHHow hopmoi
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C[l BbicTaBnsetca guarHod C[1 1-ro Tuna. [narHocTunka 3aTpygHaeTcs pacTyLum
KONU4eCcTBOM feTen ¢ nsbbiToYHOM Maccon Tena cpeau nuy ¢ C 1-ro Tuna, pas-
BUTUEM OunabeTnyeckoro ketoauugosa y Hekotopbix nuy ¢ CO2, a npu Hacnen-
CTBEHHON dopme «msaArko Tekywero C» cnegyetr nogymaTb M O MOHOMEHHbIX
dopmax anabera.

MprnBegem HeckomnbKo cnyyaeB pasnuyHbix Tunos CL y aeten.

Cnyuaii 1. MaumeHT M., 15 net. Moctynun B BY «PecnybavKaHcKas AeTckaa KAMHu4e-
CKaa 6onbHMUa» MuHUCTepCcTBa 3apaBooxpaHeHma Yyeawwum (BY «PAKBE» M3 YP) ¢ »ano-
6amu Ha cnabocTb, MoXyAaHue, }Kaxay, 4acToe 06MAbHOe MoYencnyckaHue, 60 B UBO-
Te, pBOTY. M3 aHamHe3a 3a6oneBaHMA: C paHHero Bo3pacta nmen usbbITouHy0 maccy Tena
M NOBbLIWEHHbIA anneTuT. 3a 2 MecALa A0 rocnuTaaM3auMM mama 3aMmeTuia noxyaaHue
cbiHa Ha 20 Kr (nepBoHavYanbHO macca Tena 6bina 84 Kr). B TeyeHMe Hegenn oTMeYannchb
BblpaXKEHHAA XaKaa, Noanypusa, OTCyTCTBME anneTtuta. BoiasneHa runeprankemua 16,8
Mmonb/n. JocTaBneH B 60AbHMLY 6pUragoii «CKOpPOW NOMOLMY». M3 aHaMHe3a XU3HU
W3BECTHO: OT 3-11 bepemMeHHOCTH, NpoTeKaBLweit 6e3 ocobeHHocTel. Poabl CpoYHble camo-
npousBonbHble. Macca npu poxaeHumn 3850 r, ganHa 56 cm. Mo wkane Anrap 9 6annos.
EcTecTBeHHOE BCKapM/nBaHue A0 4 mecAues, 3aTeM UCKYCCTBEHHOE — alanTUPOBAHHbIMU
MOJIOYHbIMU cmecAMU. MepeHeceHHble 3aboneBaHuA: HevacTble OP3. HacneactBeHHOCTb
no caxapHomy auabety He oTaroweHa. O6GbEKTUBHO NPU MNOCTYNIEHUMU: COCTOSHUE TAMXKe-
noe, obycnoBAeHHOEe KeToauMao30M. 3anax aLeToHa B BblgblxaemMom Bo3ayxe. Poct 174
cMm (6 Kop.), macca Tena 64 Kr (6 Kop.). PP maKpocomaTuyeckoe rapmMoHuUYHoe. B cosHa-
HUK. Bbipa)KeHHaA CyXOCTb KOXW U CAM3UCTbIX. [Mnepemua wek. MNMoAKOXKHO-KUPOBOM
CNOM pa3BUT ymepeHHo. UcTnHHaA rmHekomacTua ¢ obenx cTopoH. B nerkux sesukynsp-
Hoe abixaHue, Y 20 B MnHYTY. TOHbI cepaua TaxMpuTmuyHble, npurayweHsl, HCC 96 ya. 8
MUHYTY. Al 120/75 mm pT. cT. *uUBOT Markuii, 83ayT, anddysHo 6o1e3HeHHbIN. NeyeHb n
ceneseHka He nanbnupyoTca. Buanmbix otekos HeT. LLiuToBuaHan kenesa 0-i cT. MNono-
BOe pasBuTUe no TaHHep: P4G4, TecTUKybl B MOLWIOHKe. fiBneHns 6anaHonocTtuta. Caxap
KpoBu npu noctynaeHun 19,6 mmonb/n. KOC: pH 7,1. Aeduumt ocHosaHuit BE = —18,4. B
obLlLem aHanM3e MOYM KETOHYPUSA, INIOKO3ypuA. BbicTaBneH anarHos: CaxapHbiii guabet 1-
ro TMNa, BNepsble BbiABAEHHbIN, B dpa3e AeKoMMeHcaLmm ¢ Ketoaumaosom Il ctenenu. Co-
NYTCTBYIOLMIA AMArHO3: M36bITOK Macchl Tena (Npu BbiNMcKe macca Tena 72 Kr). HOHowe-
CKaa ruHeKkomactus. Manbumk obyyeH B WKone gnabeta, BbINMCAH Ha KOMBUHUPOBAHHOM
WHCYIMHOTEPANUW aHanor ynbTPaKOPOTKOro MHcynuHa Jlnslpo + aHanor AnvTenbHOro
MHcynuHa Fnaprud B obuielt cytouHol aose 0,8 Ea/kr. B ganbHeiwem (nocne crabunusa-
UMK 06MeHHbIX HapyLleHuit) npoBeaeHo aoobcnesoBaHune: AT K beTa-Kn1eTkam meHee 1:4
(Hopma), AT K uHcynauHy 0,427 oTH. ea/mn (Hopma meHee 10), AT kK GAD84, 31 Ea/mn
(Hopma meHee 5), C-nentua 200 nmonb/n (Hopma 258-1718).

Takum o6pasom, noaTsepxaeH 1-i Tun caxapHoro anabeTa.

Cnyuaii 2. MaumeHT M., 16 net. Haxoauaca Ha cTauMOHapHOM sie4yeHumn B bBY «PAKE»
M3 YP c kanobamum Ha M3bbITOUYHYO Maccy Tea, Nepuogmyeckne ronosHole 601, NOBbI-
WeHHble apTepuanbHoe gasneHue (Al), anneTuT M caxap B KpoBu. M3 aHamHesa 3abone-
BaHWA U3BECTHO, YTO MOJIHETb Hayan NpumepHo ¢ 5 net. C 12 neT HabaAaeTca SHLAOKPU-
HO/IOTOM C AMArHO30M: JK30reHHO-KOHCTUTYLMOHANbHOE OXMpeHue 3-i CT., nporpeccu-
pylouiee TeyeHue. [lo rocnutanmsaLmmn nposeaeHbl 06cnes0BaHNA: MHCYANH 216 NnMonb/n
(Hopma 0,1-210), rakemus HaTowak 6,4 MMO/b/N, B MOYE MOOXKUTENbHAA FIIOKO3YpUA.
CTIT ¢ 75 r rA0Ko3bl: HaToWaK raMkemmna 9,9 mmonb/n, yepes 2 yaca 16,3 mmosb/n. Bbi-
cTaBneH gnarHo3: CaxapHbii agnabet 2-ro TMna, HasHayeH meTdopMmuH no 1 r x 2 pasa B
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AeHb. M3 aHamHe3a KM3HU: OT 3-i BepeMeHHOCTM Ha POHEe XPOHMYECKOrO afHEKCUTa,
XPOHWYECKOro TOH3WAAUTA, renatnta B, aHaemunyeckoro 306a. Poabl B 39 Hepenb, camo-
NpPOM3BO/bHbIE, OAHOKPATHOE 06BMTME MYMOBMHbLI BOKPYr Wweun. Macca Tena npu poxae-
Hun 3570 1, annHa 54 cm. Mo wkane Anrap 7/8 6. B HeoHaTanbHOM Mepuoae nepuHaTtasib-
Hoe nopaxkeHne LUHC v weiHoro otaena NO3BOHOYHMKA, Napes JINLLEBOFO HEpPBa, CWUH-
APOM YrHeTeHus, Aanee nepeHeceHHble 3abonesaHusa: OP3, M/AA, Koknow, oTpybesna-
Hbli Anwal. HacneacTBeHHOCTb MO caxapHOMy AuabeTy He OTAroweHa, OTAroweHa no
OXMPEHUIO — Y MaTepu, OTLA U ABYX CTaplunx bpaTbeB umeetca oxmpeHne. O6bEKTUBHO:
COCTOAIHWE CpeaHel cTeneHu TAXecTn, obycnoBneHHoe MeTaboNnYecKUM CUHLPOMOM.
AHTponomeTpua: Poct 186 cm. SDS pocta = +1,97. Macca tena 141 kr. UMT = 40,76.
SDSumT = +3,67. OxunpeHue 3-i cT. MNpaBuabHOro TenocsioxeHus. Koxka cyxoeata, 6nea-
HO-PO30BOrO LBETa, ABNEHNA QONNUKYAUTA NaeY U AroauL, MeKMe po30Bble CTPUW Ha
YKMBOTE, YEpHELWMA aKaHTO3 B MOAMbIWeYHbIXx obnactax, B obnactm weun. Ha cnuHe
MHOXeCTBEHHble MATHA (oTpybeBMAHbIM nnwai). Ha nepeaHelt NOBEPXHOCTU FOJIEHEN C
06eunx CTOPOH KOPUYHEBATO-KENTOBATLIE MATHA B AMAMETPE A0 2 CM C HEPOBHbIMMU KOHTY-
pamu NAoTHble ¢ 6aeckom (ABAEHUA NONOUAHOTO HEKPObBMOo3a). CnsncTas NosocTu pra
ynuctas, po3osasn. MOAKOXKHO-KMPOBON CAOW Pa3BUT M3BLITOYHO MO abJOMWMHANBHOMY
TMNy. B nerkmx sesukynapHoe gbixaHue, Y4 18 8 MuHyTYy. TOHbI cepaua pUTMUYHbBIE, NPK-
raywenHbl. YCC 90 B8 muHyTy. AZl 140/75 mMm pT. cT. A3bIK 06105KeH 6enbim HaneTom. HnBeoT
yBe/IMYEH B pa3mepax M3-3a U3BbITOYHOTO MOAKOMKHO-KMPOBOrO CNoA, 6e3601e3HEHHbIN.
MeuyeHb M ceneseHKa He NanbnMpyrTCA. BUaMMbIx oTekoB HeT. LLuToBMAaHas xenesa O0- CT.
MNMonosoe pa3BuTHe No TaHHep: P5G5, TeCTUKYbI B MOLLOHKe. M3 obcnesoBaHnA: rNKK-
POBaHHHbLIN remornobuH Alc 6,4%. Favkemua npu noctynaeHuu 7,6 mmonb/a. C-nentug,
10,8 Hr/mn. BUOXMMMYECKME aHanM3bl MO MNEYEHOYHOMY W MOYEYHOMY KOMIMIEeKcam B
Hopme. Jlunngorpamma: obuiunin xonectepuH 3,92 mmons/a, INBMN 0,68 mmonb/n, JINOHT
1,39 mmonb/n, INHN 3,19 mmonb/n, Tpuranuepungp 3,05 mmonb/n. UHAEKC aTeporeHHo-
ct1 4,8. Mukpoanbbymunypua 10 mr/n. Y3U opraHos 6ptoLlLHOM NOAOCTU: NPU3HAKK CTea-
TorenaTtosa. CyTouHoe MoHUTOpMpoBaHue ALl: cTabuibHaA CUCTONMYECKas apTepuanbHas
runepteH3ua. SHMI HUMKHUX KOHEYHOCTEN: NMPU3HAKM BbIPAXKEHHbIX aKCOHANbHbIX U3Me-
HeHW ¢ bonbwebepLoBoro U ManobepuoBoro HepBoOB C 06enx CTOpoH. KoHcynbTaums
HEBPO/Ora: CHWXeHWe 60neBOM W TAKTUAbHOW YyBCTBUTENLHOCTM B 061acTM nepBbixX
nanbues cton, 6osee BbipaxKeHo cnesa. KoHCybTauma odTanbmosIora: MMOMUA BbICOKOM
cTeneHun ¢ obenx CTOPOH, apTepmocnasm CoCyA0B CeTYaTKU. BbiCTaBneH KAMHUYECKUI au-
arHo3: caxapHblii guabet 2-ro Tmna. MpuK BbINUCKE KOMMEHcauua yrneBogHoro obmeHa,
LeneBon ypoBeHb FMUKMPOBAHHOIO remornobuHa Al ¢ focTUrHYT. OCNOXKHEHUA: ANCTaNb-
Hafd CMMMETPUYHAA CEHCOMOTOPHaA HeMponaTUsA HUMKHUX KOHEYHOCTEW, KAMHUYecKas
ctagua. JlionongHbli Hekpobuos. ConyTcTBYIOWMIA AMArHO3: 3K30reHHO-KOHCTUTYLMO-
HanbHoe oxupeHue lll cteneHn ¢ meTaboanyeckum cUHAPOMOM. Jucamnuagemms ¢ nosbi-
WEHWEM TPUINLEPUAOB U CHUMKEHWEM YPOBHA SIMMONPOTEUAOB BbICOKOW MJOTHOCTM.
CucToNMyeckas apTepuanbHan runepteHsua | cteneHn. ¥uposoi renatos. OU: muonua
BbICOKOM cTeneHn. CNoXHbIA MUONMYECKUIA acTUrMaTU3M. PasHoUBETHbIN nnwan. B neve-
HUX NpoBoAMNOCH: AnetoTepanus (cton Ne 9), obyyeHne npasuabHOMY 06pasy KU3HW,
NUTaHWUIO, KOHTPOIIO FIMKEMUU, METPOPMUH 2 T B cyTKM, JIOK, OT/1. Mpu BbINUCKE FNKe-
Mmua B npeaenax 4,8—6,3 mmosab/n.

Msrkas MaHI/I(beCTaLIMﬂ n acmMnrTomatTny4eckoe tTe4yeHne B nepsBble roabl 3a-
boneBaHnsa, a Takke BblCcOKasi CKOpPOCTb pa3BUTUA OnabeTUYeCcKUX OCITOXHEHWUN
Tpe6yeT 6onbLnx yCI/IJ'Il/II7I OT neanaTpoB B OTHOLWWEHUN aKTUBHOIO obcnegoBaHus
neten n NoAPOCTKOB, OTHOCALMXCA K rpynnamM noBbILUEHHOIO puUcCKa (D,eTI/I C OXu-
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peHnemM, OTArOLLEHHON HACNeACTBEHHOCTBLIO MO caxapHoMy AuabeTy 2-ro Tuna, ¢
NPOSABMNEHNAMM UHCYNMHOPE3UCTEHTHOCTU: YEPHEIOLLMI aKaHTO3, MOMUKUCTO3 Y
OeBYyLUEK) AN CBOEBPEMEHHOMO BbISIBNEHNSA 3ab0neBaHus, Ha3Ha4YeHnsa Tepanuu,
ancnaHcepHoro Habntogenus [3].

Cnyuait 3. NaumeHTKa E., 15 net. U3 aHamHe3a 3ab0/s1eBaHNA M3BECTHO: CO LIKOJIbHOTO
BO3pACTa Mmena M3bbITOYHYHO Maccy, B MMTAHMM YacTo MPUCYTCTBOBA/IM JIEFKOYCBOAEMbIE
yrnesoabl (COKu, Wokonaa). Bo spems agucnaHcepusaumm (Npu oTCyTCTBUK Kanob 1 yaosne-
TBOPUTE/IbHOM COCTOSIHMM) B LUKOME HaTOWAK BbifBAEHA rMnepravkemus 7,8 mmonb/n, B
NMOBTOPHOM aHa/nun3e HaTowaK — 8,7 MMO/b. B NONMKAMHUKE NO MECTY XUTeNbCcTBa NpoBe-
[EeH OpasibHbIM FNOKO30-TOIEPAHTHbBIN TeCT € 75 T rNoKo3bl. Pe3ynbTathbl: FIMKEMUA HATOLLAK
6,6 MmoAb/n, Yepes 2 yaca nocne Harpysku — 12,1 mmonb/A. TAMKMPOBAHHbIA reMorno6uH
Alc 4%. MpoeepeHo H6asanbHOE UCCNef0BaHME KPOBM HA MHCYAMH: 24,9 MKME/mn (Hopma
2,7-10,4) n C-nentng 5,04 Hr/mn (Hopma 0,78-5,19). UccnenosaHbl aHTUTENA K UHCY/IMHY,
IgG 0,01 otH. ea/mn (Hopma meHee 10), aHTUTeNa K B-KneTkam, 1gG 1:16 (Hopma meHee 1:4),
aHTMTena K GAD, IgG 1,15 Ea/mn (Hopma meHee 5,0). BbicTaBneH AnarHo3 caxapHblit avaber,
HeyTOYHeHHbIN. HasHayeH meTdopmuH 500 mr x 2 pasa B AeHb, AaHbl PEKOMEHZAUMUN MO
nutaHuio (cton Ne 9) n ¢pusmnyeckolt aktuBHocTn. Ha poHe neyeHua ravkemus bbina B npe-
Aenax 5-5,5 mmonb/n, 3a 6 mecaALes noxyaena Ha 5 kr. lns aanbHellero obcneaosaHma u
onpeseneHns TaKTUKM SIeYeHUs HanpasieHa B OTAEeNeHWNE AETCKOM 3HOO0KPUHOMOTMM U Ta-
cTpoaHTeponornn BY «PAKE» M3 YP. 3 aHamHe3a ¥U3HW M3BECTHO, YTO AEBOYKa OT 2-¢1
6epeMEHHOCTU OT XKEHLLUMHbI C OXXMUPeHUeM 1-i1 cTeNeHU U HEMPOLMPKYIATOPHOMN ANCTOHU-
€M No rMnepToOHNYECKOMY TUMY, NPOTEKABLLEN C TOKCMKO30M B NEPBYO NOJI0BUHY, BOAAHKOMN
1-1 cTeneHu u NNaLeHTapHOM HeAOCTaTOYHOCTbIO BO BTOPOW NosioBUHe. Poapl 2-e Ha 41-i
HeZene, CaMonpousBo/ibHble. Macca Tena npu poxaeHun 3450 r, gavHa Tena 54 cm, no
wKane Anrap 8/9 6. Boabl ceeTnble. Ha ecTecTBEHHOM BCKapMAMBaHUKM A0 3 MecALEes, B
AasibHeNWeM MOIOYHasA CMeCb M KOPOBbE MOJIOKO. [epeHeceHHble 3aboneBaHNA: BeTpsaHas
ocna, XpOHUYEeCKUi ractpuT, Hedactble OPBW. HIP cooTtBeTcTBOBano Bo3pacty. Mpodunak-
TUYECKMe NPUBUBKM NPOBOAMAUCH MO HALMOHANbHOMY KaneHaapto. HacnencrseHHoOCTb OTA-
roweHa Nno OXMPEHWUIO, Y OTUA B Bo3pacTe 33 NeT BbIiB/IEH CaxapHbli guabeTt 2-ro Tvna,
TaKKe MMeeTCs caxapHblii aAuMabeT y 6abylikn co cTopoHbl maTepu. O6beKTUBHO: 0bluee
CoCToAHWe yaoBaeTsopuTensHoe. TenocnoxeHue npasunbHoe. Poct 160 cm (4-i Kopuaop),
Macca Tena 59 Kr (5-1 kopuaop). UMT = 23,2 (82 nepueHTnns), SDSumT = +0,92. Koka umc-
Tas, HOPMasIbHOM BNAXKHOCTU, C MPAMOPHbIM PUCYHKOM, fiBNeHMA GONNUKYAUTA Ha naedax,
6enpax, runepruapos nagoHen. NMoaKoKHO-KMPOBAA KneTyaTka u3bbiTouHa. MpenmyLecT-
BEHHO MO BUCLiepanbHOMY TUMy, 06xBaT Tanmm 87 cm. Mo BHYTPeHHUM opraHam 6e3 oco-
6eHHocTen. Al 108/67 mm pt. cT. LLnToBUAaHan kenesa 0-i cr. Nonosoe passutue no TaH-
Hep: B4P4, mecauHble ¢ 13 neT, peryaspHble. Mo gaHHbIM NpoBeAeHHOro obcneaoBaHumA: .
HbA1c 5,2%. B moye arntoko3ypus. Mo exxegHEBHOMY FIMKEMUYECKOMY NPODUIO TIUKEMUA
oT 5,5 MMO/b//1 40 MaKCMMa/IbHOTO MOBbILEHNA Yepes 2 yaca nocie eapl 4o 10,1 mmonb/n.
Buoxmmmyeckne aHanmsbl Kposu B Hopme. Mo Y3U opraHoB H6pOLWLHON MONOCTU: HE3HAYM-
TeNbHAaA renaTtomeraana U noBbieHWe 3XOreHHOCTU NapeHXMMbl neyeHu. NposeaeH mone-
KyNsipHO-TeHEeTUYeCKui aHanus (PreY IHLL, oTaeneHne HacneACTBEHHbIX SHAOKPMHONATUI),
naHesb MOHOreHHble GOpMbl caxapHoOro Anabera, rMNepUHCYIMHU3M. PesynbTaT: BoisneHa
reteposnrotHas mytaumsa c.84delGp/P291QfsX51 8 reHe HNF1A (MIM#: 142410, pedepeHc-
Has nocnegoBaTenbHoctb NM_ 000545,5). MyTauma onucaHa npy MODY 3. Takum obpasom,
BbICTaBNEH KAMHUYECKMI amnarHos: CaxapHblii gnabetr MODY 3. PekomeHa0BaHO Npoao-
XUTb NeyeHne metdopmmHom B fo3e 1000 r x 2 pa3a B AeHb.
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MyTaumsa B reHe agepHoro daktopa renatoumtoB 1A (HNF1A, pacnonoxeH
Ha q nneye 12-ii XPOMOCOMbI) MPUBOAUT K Pas3BUTUIO ayTOCOMHO-AOMWHaHTHON
MOHoreHHbIn opmbl C1 MODY3. BruisenseTca o6bl4HO B Bo3pacTte oT 4 go 15
neT. Y 0eBOYKM BbisiBrieHa Hambonee yacTtas myTauusi B pycckow nonynsumu. Mo
nutepatypHblM AaHHbIM, ¥ 33% peten ¢ MODY3 BhisiBnsetcs oxupeHue. Moryt
BbIABNATLCS aHTUTena k GAD u k IA2 B Hebonblwom TuTpe. MauneHTbl YyBCTBU-
TenbHbI K JIEYEHNIO NpenapatamMu CynbOHUIMOYEBMHBI. [MMkemMus nporpeccupy-
€T c Bo3pacToMm [5, 7].

Cnyuaii 4. NaumeHT E., B Bo3pacTe 21-ro AHA *KM3HKU, NOCTYNW B OTAENEHUE NAaTONOTUN
HOBOPOXAEHHbIX BY «PAKE» M3 YP ¢ xkanobamm co CTOPOHbI poanTeien Ha 3a/10XKEHHOCTb
HOCa, BblAeNIeHUA U3 HOCOBbIX XOA40B, Kalwenb. boneH B TeueHne 3-4 gHel. AHAMHES KU3HMU:
oT 3-i1 bepemMeHHOCTH (1-1 BepemMeHHOCTb — My3bIPHbIN 3aHOC, 2-1 — ONepaTUBHble poapbl 6
NIeT Has3ag, pebeHoK 340poB), NpoTeKaBLlel Ha GoHe TOKCMKO3a nepBoi nonosuHbl, OPBU,
APOXIKEBOr0 KO/IbNUTA, 0BOCTPEHUA XPOHUYECKOrO ranmopuTa. [lBaxabl B TeueHue bepe-
MEHHOCTM MoJslydana aHTMbaKTepuanbHyto Tepanuio. Poabl onepaTuBHble Ha cpoke 37-38
Hedenb, Macca Npu poxkaeHnn 2670 r, AnnHa Tena — 50 cm (COOTBETCTBYET 3a4EPMKKE BHYT-
pUyTPOBHOro paseuTMA No runoTpoduyeckomy Tvuny). OueHKa no wkane Anrap 8/9 6annos.
Mpowen CKPUHWMHT Ha BPOXKAEHHble 0bMeHHble 3a60neBaHMA (BPOXKAEHHbIN TMNOTUPEOS,
EHUNKETOHYPMSA, MYKOBUCLMIO03, FaslaKTO3EMUS, afpPeHOTEHUTaNbHbIA CUHAPOM), ayamo-
JNIOTVYECKNIA CKPUHUHT, BaKLMHUPOBAH NPOTMB renatuta B u Tybepkynesa. BoinucaH Ha 5-1
AeHb 13 pogaoma. Ha cmellaHHOM BCKapMAMBAHWUK M3-3a TMNoranaktum y matepu. Hacneg-
CTBEHHOCTb: BO3PacT MaTepy Ha MOMeHT poaos 40 neT, umeeT oxupeHue. Oty pebeHka 42
rofa, UMeeT U3bbITOYHYO Maccy Tena, cumTaeT cebs 300poBbIM, HO Ha PoHe cTpecca oTme-
Yanocb MOBbIWEHWE caxapa B KposW, Habnoganca y sHAOKPUHOAOrA, NOMy4an seveHve B
Tabnetkax. B HacToAwee Bpemsa nedeHnn He nonyyaet. O6GbEKTUBHO NPU NMOCTYNAEHWUU: CO-
CTOSIHME CpPeAHEel CTeneHu TAXKEeCTW, ObyC/oBNAEHHOE MNPOrpeccupyollei runotpodpuen,
06e3B0OXKMBaHMEM, KaTapaibHbIM CUHAPOMOM. Temnepatypa Tena 36,8°C. Macca Tena 3090
r. Mnay rpomMKuKiA, SMOLMOHANbHbIN, COCET XOPOLUO, aAHO NbeT BoAy. KOXKHble MOKPOBbI
61epHble cyxue, C MPamMoOpHbIM pUCYHKoM. Caunsuctan pta baegHo-po3osas cyxas. Hocosoe
AblXaHWe 3aTPyAHEHO, KOPOUKM B HOCy. Bosblioi pogHUYOK 3anagaeT. YmepeHHaa auod-
¢dy3Haa mblWweyHasa rMNoToHUA. B nerkmx gpixaHue nyspuabHoe, xpunos HeT, Y[, 48 B MUHY-
Ty. TOHbI cepAua NPUrAYLLEHbI, PUTMUYHbIE, HEXHbIN CUCTONIMYECKUI LWIYM HA BepXyLUKe 6e3
nppaauaumm, YCC 132 ya./mMuH. HneoT ymepeHHo B34yT, NeyeHb +3 CM M3-Noj, Kpas npasoi
pebepHol Aoy, ceneseHka He NasbNUPyeTCs, NepPUCTasbTUYECKME LUYMbI BbICYLINBAIOTCA.
CTyNn camocToATe/IbHbIN KawunueobpasHbii. MounTtca cBoboaHO. [BYXCTOPOHHWUI KpUMNTOpP-
xu3m. Mpu obcnenoBaHMK: B BUOXMMUYECKOM aHANN3E CbIBOPOTKM KPOBW BbIsSIBNEHA M-
nepravkemus 29 mmosnb/n. B nosTopHOM aHanuse — runepravkemums 31 mmons/n. Mo aak-
HbIM KMCIOTHO-OCHOBHOIO COCTOAHMA MeTabonnyecknin aunaos He BblssneH: pH Kposu 7,5,
neduumt ocHosaHuit BE = —1,4. B moye — akeToHypus. Mo AaHHbIM Y3U opraHoB 6ptoLiHom
NnonocTu — ymepeHHas renatomeranuna, HCI — MHOMecTBEHHbIe Mekne cybaneHanmanbHble
NceBAOKNUCTbI 060MX HOKOBbIX ¥Kenya04KkoB mo3ra, IXO-KI — cTeHOo3 NpaBoit BETBM JIErOYHOM
apTepum, OTKPbITOE OBa/IbHOE OKHO 4,6 MM, AuNaTaLma NpaBbiX OTAEN0B cepALa, NoBbllle-
HWe 4aBNEeHUs B NIETOYHOM apTepum 2-i CT., AnacTonnyeckas AMchyHKLMA MMoKapaa obonx
}enypoukos, Y3 novek — HepaBHOMEPHOE YM/IOTHEHWE YalleYyHO-10XaHOYHOM CUCTEMbI
obenx nouek, Y3 opraHoB MOLLIOHKM — ABYCTOPOHHWMI KpUnTopxm3m. I3 — oyaros naTono-
TMYeCcKol aKTMBHOCTU He BblABaeHOo. IKI — perynapHbid cuHycoBbit putm, YCC 150-
166 ya./MUH, OTK/IOHEHME 3/IEKTPMUYECKOW OCK cepaua Bnpaso. Kapnotun 46XY. B neyeHnu:
nepBoHavasibHO HavyaTa UHCYIMHOTEPANMUA aHANIOTOM UHCYIMHA YIbTPAKOPOTKOro AENCTBUA
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JInslMpo («Xymanor») NoOAKOMKHO B pa3oBOM A03e nepes Kaxabim npuemom nuwm no 0,5 Eg,
(8 makcumanbHolt gose 1,33 Ea/Kr B cyTKM). Ha doHe MHCyMHOTEpanmmu coXpaHAanCh Kone-
6aHuA rakemun 12,5-26,5 mmosnb/n. MepesegeH Ha MHCYIMHOTEPANMUIO NOAKOMXKHO aHano-
roM ANUTENbHOrO MHcyAnHa [detemup («/leeemup») B fose 2-3 EA B cyTKWU. B cTaumoHape
nposen 17 AHeR, BbINUCAH C ANArHO30M «HeoHaTaNbHbIM caxapHbli auabeT» Ha fose Jle-
Bemumpa 1 Eg B cytkm (0,5 Eg x 2 pasa B aeHb, 0,3 EA/Kr B CYTKM) B COCTOAHUM KOMMEHCaUmUn
yrnesoaHoro obmeHa (ravkemms 5,4-9,0 mmonb/n B TedeHue aHA). LecTb Hegenb pebeHoK
HaxXoAMCA Ha MHCYIMHOTEPANnuK, B Aa/ibHENLLEM B CBA3M C HOPMOT/IMKEMUEN UHCYINHOTE-
panuA npekpaweHa. B TeyeHne nocnegHmnx 11 mecAueB ManbuyMK He MNOJSYYaeT JieyeHus.
KOHTPO/Nb rKeMnM B AOMALUHUX YCNOBUAX NPOAoaKaeTcA. [NMUKMPOBAHHbIN remornobmuH
Alc 4,8%. MNpoBegeH MoNeKkyNApHO-reHeTUYecknin aHanmns (PreY 3HL, otaeneHve Hacnen-
CTBEHHbIX 3HAOKPUHONATMI) METOAOM MapannenbHoro cekBeHnposaHua (nnatdopma lon-
Torrent) c Lenblo BbIABNEHUA MOHOreHHbIX dopm AnabeTta, rMnepuHcyaMHU3Ma. PesynbTa-
Tbl: BbIfIB/IeHa reTepo3nroTHas 3ameHa c.974A>C:p.K325T B reHe BLK (MIM#: 191305, pede-
peHcHasa nocnegosaTtensHocts NM 001715.

MaTonornyeckasi 3Ha4MMOCTb BbISIBIIEHHBIX N3MEHEHUA HA CEroAHSALLHUA OEHb
HeusBecTHa). o nuTepaTypHbIM AaHHbIM, reH BLK (kogmpyeT 6enok TMpO3uHKNHa-
3y, B-numdoumnT cneumdmdeckyto, Haxogutca Ha xp. 8p23.1) yepes TpaHCKpUNum-
OHHble dhakTopbl PDX1 n NKX6.1 cTUMynupyeT CUHTE3 W CeKpeuumio MHCYnuHa
B B-kneTkax nomkenynoyHon xenesbl. Cll, cBA3aHHbIA C ONMUCAHHBIMW N3BECTHBIMM
MyTauusiMm B JaHHOM reHe paccmaTpuBaeTtcs kak MODY 11 [6asza OMIM, 4]. daH-
HbIW KITMHUYECKUIA Npumep NPOAEMOHCTPUPOBAn peakuin cryyan (€AMHCTBEHHbIN B
Yysawckon Pecnybnuvke) TpaH3MTOPHOrO MOHOreHHOro HeoHaTanbHoro C[l, 3Ha-
YMMOCTb FEHETUYECKUX M3MEHEHMI NMPU KOTOPOM YYEHbIM NPEACTOUT eLLe U3yvmnTb.

Takum o6pa3oM, reTeporeHHas cTpyktypa C[L y goeten onpepensieT Heobxo-
ONMOCTb YTOYHSATb HE TOMbKO hakT Hanuumsa 3aboneBaHus, HO U ero Tun 4ns on-
pedeneHns TepaneBTUYECKON TakTUKU U Lernen obyyeHus, pucka OCIOXHEHUN,
MEeOUKO-FeHETUYECKOIO KOHCYTbTUPOBaHUS.
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