Pe3synbrathl uccnegosanua: C-nentua — 1,72 Hr/mn (Hopma ,5-3,2)? AT-
GAD - 0, 25 ME/mn (Hopma 0- 1,0)/T.k. noka3aTtenu B npefenax Hopmbl, KNUHUKa
pa3smBanacb nocrenexHo. Moctasnex anarnos: CaxapHbin anabet 2 Tuna.

BuiBOAbI:

OcHoBHbIM KpuTepuem anarHoctuku LADA-guabeta asnaetca onpenenexne
UMMYHONOFUYECKOro Mapkepa ayTouMMyHHOro socnanenuna - AT-GAD. Onpe-
AeneHUe MHbIX MapKepoB, B HacTHOCTU AT-ICA, MOXeT CRyXuTb ANA NPOrHO3a,
HO He ANA [UarHocTuKK 3abonesaHuA. BoiaBnexune nauverTos ¢ LADA cpeaun
6oNbHbIX CaxapHbIM AnabeTom HeobxoanmMo ana 6onee paHHEro HasHaueHwA
MHCYNMHOTEPanuun C Uenblo NPeaynpexXaeHna passutua MHCYNMHOBOW HEAo-
CTaTOMHOCTW.

Ha3HaueHwe manbix 403 UHcynuHa 6onbHbim LADA nossonaet npeaoxpa-
HUTb B-KNETKU OT NoBpeXAaloero 8o34eNCTBUA MeANaTOPOB ayTOUMMYHHOTO
BOCMNANEHUA N NPEAOTBPATUTL NPOLIECCH! [eCTPYKUUN KNETOK,

Takum 06pa3om, MOXHO CKasaTb, UTo onpefeneHue AT K rntotamartaekap6ok-
Cvnase UMeeT AOCTAaTOMHO BLICOKYIO ANArHOCTUYECKYIO UeHHOCTb. Flo3sonnaer 8
Hanbonee KOPOTKNE CPOKWU Ha3HAYWUTb NPABUNbHYIO TEPANUIO U OTCPOYUTL NO-
ABNEHME OCNOXHEHWI CaxapHOro AnabeTa, a 3HaYUT yNyHWnTb NPOrHO3 1 Kaye-
CTBO MW3HU NAUNEHTOB.

Cnncok nutepatypbl

1. XypHan «Flonuknunnka» N2 3, 2009 .

2. HaumoHanbHoe pyKkoBOACTBO «3HROKPUHONOIrUA», 2012 ., cTp 357-360.

3. Albert LJ, Inman RD (December 1999). «Molecular mimicry and
autoimmunity». cTp 341

4. Stenstrom G. et al. Diabetes 2005

5. Cant: mdtube.ru

6. Cawr: diabetology.ru

MOHOTEHHBIE ®OPMb! CAXAPHOIO AWABETA.
AHANWN3 KNUHUYECKUX CNYYAEB.
Mepesviwuxa N.I,, Cesepura T.U.
r60Y B0 «Ypanbckaa 20cydapcmeeHHan MedUUUHCKAA akademua»
Munsdpasa Poccuu, 2.ExkamepuHbype.

MoHorenHbie dopmbl CQ1 - dopmbl CAl, B naToreHese KOTOPbIX YETKO yCTa-
HOBNEHa NpuuMHa 3abonesaHwva, obycNnoBNeHHaA Hanuuuem NaToONOrM4eCKoro
reHa, yaue eanHCTBEHHOrO. leHeTuueckune gedextbl pyHkumu b-knetok (MODY-
1,2,3,4,5,6; MyTauma mutoxorgpuanbHoi [IHK; apyrue) oTHoCAT Kk cneyuduue-
ckum popmam Cf1, cornacHo knaccudurkaummn BO3 1999r, c gononHernamn.
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MODY-CJ] sB3pocnoro Tuna y monoabix nuu. Beigenaior MODY-1,2,3,4,5,6, B
natoreHese MODY segyuias ponb NPUHAgNEXNUT NePBUYHOMY HAPYLUEHWIO Ce-
Kpeumn nHCynmHa. PacnpoctpanenHocTo MODY coctasnaet 2-5% oT Bcex cny-
uaes caxapHoro guabera.

MODY- gunabet nonxer 6biTb 3anogo3spen: - npu CAl 1 Tuna, ecnu Habnio-
[aeTca OTCYTCTBME KeToauuAo3sa Npu maHudecTaumm (Hanuume Ketosa He mc-
knouaer MODY);komneHcauma (HeA1c <=8%) Ha doHe manon noTpebHOCTH g
VHCynuHe;AnuTeNbHan (>=1roga) pemuccna 6e3 nepuogoe fekoMneHcalmy;
NPU3HAKM CeKPeLMn 3HGOreHHOTO MHCYNWHA NOCNe Me[oBoro Mecaua(uepes
3roga yposeHb C-nentnga >0,6 HI/MN NpW rKeMn > BMMONb/N); OTCYTCTBUe
AT K oCTpOBKaMm, OTCYTCTBUE accoumaummn ¢ HLA; Hanuume Npambix pOACTBEHHK-
kos ¢ CAI, I, HTT, norpaHuuyHon runeprankemuen Hatowak. — npu CA 2 tuna,
ecnn 4eTn, NOAPOCTKN 1 monogbie s3pocnble (Jo 25 neT) 1 uneHbl cemby, 6onb-
Hole C[l, MeloT HOPMaNbHbINA BeC; HET YePHOrO aKOHTO33; HET NPU3HAKOB WH-
CynuHope3ncTeHTHOCTH (C-nenTua B HOPME), HaNuYMUe NPAMbBIX PORCTBEHHUKOB
¢ CO, I, HTT, norpaHuyHOWM ruNepravkeMmnen HaTowak. — eCnNu NOrpaHnYHan
runeprankeMmna Hatowak (8 kposu 5,5-6,1Mmonb/n, B nnasme 6,1-6,9mmons/n)
nubo HTT, coxpaHaeTca B TeueHune 2 nieT n bonee; NN MMEETCA yMepeHHan ru-
nepravkemua HaTowak(e nnasme 7-8,5 mmonb/n), 6e3 knunukn CA y getei u
MONOGbIX B3POC/bIX, @ TAKXKE UMEIOTCA npaMble pogcTeeHrukn ¢ CA, I, HTT, no-
rpaHn4HON rMNepriankemnen Hatowak.

Ona MODY-1 (MyTauma reHa, kogupytoulero agepHoin ¢akTop renatoyntos
4a:HNF-4a) n MODY-3(myTaums reda, kogupytoulero ageprsin ¢aktop renarto-
uutos 1a : HNF- 1a) xapakTtepHa ymepeHHaa runepravkemua Hatowak. Mocr-
npaHAManbHaA runepravkemua soiwe, Yem npu MODY-2. Teuerue nporpec-
cupyiowee: OT HapyWeHHON ToNepaHTHOCTU K rNoKo3e [o asHon dopmbl Cl
(CTUMyNUpOBaHHARA CEKPELNA MHCYNNHA 3a FOf CHUKAETCA Ha 1-4%). Cneyndu-
yeckue guabeTtuueckne OCNOKHEHUR BCTPEYATCA pexe, yem npu CO 1 Tmna.
MauuneHTbl 0CO6EHHO UYBCTBUTENBHBI K NpenapaTam CyNbGOHNTMOUEBUHDI. B
25-35% cnyuaes NayneHTam B KOHEYHOM cUeTe NoTpebyeTca neyeHne NHCyNU-
HOM, MOCKONbKY HeAOCTaTOYHOCTb CeKPeLUMn UHCYNUHA Nporpeccupyert.

Ana MODY-2 (myTauma reHa rniokokuHasbi: GCK) xapaktepHa ymepeHHana
runepravkeMua Hatowak (5,5-8,0 mmone/n), HTI. UndopmatusrnocTs [TT Hego-
CTaToO4YHaR, HEOHXOAUM ANHAMUYECKNIA KOHTPONb FMKeMUK Y pebeHka u poau-
Tenen. yposeHb HbA, - B Hopme unm cnerka nossiser. TeueHue 3abonesanun
Henporpeccupyowee. Hepegko maHndecrauna y eHWwmuH 8 nepnog bepemen-
HocTu ([C/]). O4eHb HU3KUIA PUCK Pa3BUTUA grMabeTUUeCKUX OCNOKHEHWNA,

Neuenune: pusnueckumn Harpyskamu n GUETONn.

MODY~4 (mytauua rexa, KOgUPYIOWETo MHCYNMHOBBIA NPOMOTOPHbIN dak-
Top 1:IPF-1) HaumeHee nsyueHHan ¢opma, scnegcrtene ee pegkoctu. Mpu romo-
3UrOTHBLIX MyTaumax IPF-1 HabniopaeTca spoxgeHHan dopma guabeTa c areHesn-
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el NOAXKENYAOUHOWN XKeNe3bl u Pe3Ko BbIPAXEHHLIMU NPOABNEHUAMMN CUHAPOMA
manbabcopbunn. BO3MOXHO pa3ssuTue MUKPOBACKYNAPHBIX M MAKPOBACKyNAp-
HbIX COCYAMCTBIX OCNIOXHEHWI. JleueHne: npenapataMn CynbGOHUNMOUEBUHDI
UAN UHCYNUHOM.

Mpu MODY-5(myTauma reHa, koaupylowero saepHbiin GakTop renatountos
HNF-18: HNF-18) 3a6onesaHne nouek (NOAMKWCTO3) HEpeako npepwecTsyeT
pa3sutunio Anabeta. Tak xe BLIABNAIOT aHOMaNUK CTPOEHWA MATKM 1 NMONOBbIX
OpraHoB, NOAArpy, NMNOpeCcTeHo3. flauneHTbl He YyBCTBUTENbHB! K CyNbdOHUN-
MOUEBMHHbBIM Npenapartam. JleueHne: UHCYNUHOM.

MODY-6(myTauma reHa, koaupyouwero ¢pakTop HemporerHon auddepeHum-
aunu 1: NEURO D1 vinu BETA 2). NEURO D1 cnocobcTByeT TpaHCKpUnuWM reHa
uncynuHa (INS), HekoTopbIX reHoB, yyacTeywmx 8 GopmMupoBaHumn b-knetok
noAXENyAOUHOW Xenesbl U YacT HepBHOW cUcTembl. Peaxan ¢opma. NleueHue:
MHCYNINHOM.

Neuyenne MODY: y yactu 60onbHbIX HapylueHve yrneBogHOro obmeHa yaaet-
CA KOMNEHCMpoBaTb cobNAeHEM QUETbI U/UNKU Ha3HAYEHMEM CaxapOCHWXKa-
owmx TabneTmposaHHbix npenapaTos (06bIMHO NPOKU3BOARHBIX CynbdaHunMoue-
BviHbl). MiMetoTca coobwenna 06 3¢ddekTMBHOCTU GUryaHngos u uuerubutopos
a-rnoro3ungas. Y 4actu NauneHTos NOABNAETCA NOTPEOHOCTL B UHCYNUHE.

MuTtoxoHapuanbHbie 3aboneBaruna - rpynna 3abonesaHui, Bbi3bisaembix ge-
dexTamm CTPYKTYPbE U GYHKLMN MATOXOHAPUI, BCNEACTBUE MYyTaLlUM MUTOXOH-
npvanbHon unu agepron [JHK. B ocHose natoreHesa mutoxoHapuansHoro CA:
HapyleHne ceKpeunn UHCyNuHa.

MNpu3Hakn MUTOXOHAPUANBHON MAaTONOrUU: CeMenHbll xapakTep 3abone-
BaHWA (HacnepOBaHME NO MATEPUHCKON NUHWK) unu 3abonesaHwe HOCUT CNo-
poAUYECKNIA XapaKTep; OTCTaBaHUe 8 PU3NYECKOM Pa3BUTUK; NOPaXeHue LUeH-
TPanbHOM U Nepudepuleckon HEPBHOM CUCTEMBI; MUONATUNECKUIA CUHAPOM;
KapaMOMUONaTUK, HapyweHWe cepaedyHoro pUuTMa u NPOBOANMOCTY; NaKTaTa-
UMAo3; HapyleHue yrnesogHoro n 6enkosoro obmena. OkoHvatenbHoe nog-
TBEPKAEHWE QNArHO3a OCYWECTBAAETCA C NOMOLWLIO MONEKYNAPHO-TeHeTHYe-
CKOro NCCNEeOBaHUA: BbIRBNEHWUE B KNETKax MyTalun mutoxoHapuanoHon [HK.
Npy HEBO3MOXKHOCTU UBEHTUDUKALMA NEPBUYHOTO MONEKYNAPDHOTO pedekTa
noaTeepAEHNEM MUTOXOHAPMANBHOW NPUPoAbl 6ONE3HN MOXEeT CUUTATbCA
BbIABNIEHUE PBAHbIX KPACHbIX MbilLEYHbIX BOTOKOH Npu Guoncun moiy, nnbo
AedpuunTa LMTOXPOMOKCHAA3bE NPU FTMCTOXMMUYECKOM UCCNER0BAHNN.

CUHAPOMDI, B8bi3BaHHbIE MUTOXOHAPWANLHOW HENOCTAaTOUHOCTHIO:

Cunapom MELAS. Hacneposarue no matepuHCKon nuHum. B ocHose cuH-
APOMa: TOYKOBAA MyTauua MutToxoHapuanoHon JHK. KnuHuueckne cnmntombl:
MUTOXOHAPMaNbHan 3HUEedANONaTUA C NAKTATaLUU[O30M U MHCYNLTONOROGHLI-
MW COCTOAHMAMM, XapaKTEPHbI YaCTble NPUCTYNbI MerpeHenoao6HON roNoBHON
6onu, peoTa, Cyaopory, AemeHuUM|, MUONaTUUEeCKUA CUHOPOM, remunapesbl,
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reMUaHOMCKA, NMUIMEHTHAA PETUHONATUA, HapyXHaA odTanbmonnerua(10%),
HePOCEeHCOPHAA TYroyxoCTb, SHAOKPUHONaTUK (caxapHbii pnabeT, Hn3Kopoc-
NOCTb, rMNONapaTMpeos), KapAMOMUONATUA, HAPYWEHNA CepAeYHOro pUTMa:
npeacepaHbIA PUTM, CYNPaBEHTPUKYNAPHAA 3KCTPACUCTONNA, NOYEYHAA NaTo-
NOrnA, NOBbILLEHHOE cofepx)aHmne 6enka B CNMMHHO-MO3rOBON XNAKOCTK.

Cunapom Kephca-Cenpa. bonbwmnHcTeo cnyyaes 3a6onesaHna HOCAT Cno-
paguuecknia xapakTep. Jluua MyXCKOro 1 XeHckoro nona 6oneiwoT npubnus-
TENbHO C OQWMHAKOBOW YacToTON. B ocHOBE CMHApOMa: MyTauMA MUTOXOHAPHK-
ansHon OHK, B nogasnaowem 60NbWNHCTBE CNy4aes BCTPEYAeTCA KPYnHas
geneuua. KnuHnueckne CUMNTOMBI: NPOrPeccUpyioilan HapyXHaa odTanbmo-
nnerva, NTo3, NUrMEeHTHaA PETUHONATUA, MO3XEUKOBaA aTaKCUA, rUNepKuHe-
TUYECKMA CUHAPOM, HapylweHWe cepaeyHon NpoBOAUMOCTH BNNOTbL A0 aTpy-
OBEHTPUKYNApHOW 6n10Kagbl, KAPANOMUONATUA, HEMPOCEHCOPHAR TYrOYXOCTb,
MUONATUYECKWIA CUHOPOM, JeMEeHUUNA, SNU30JUHECKNEe KOMATO3Hble COCTORHMS,
TPaH3UTOPHbIE eNYQOUYHO-KULLEYHbIE PACCTPONCTBA, NOYEYHAA HEAOoCTaTON-
HOCTb, KOCTHO-CYCTaBHble fedopmaunu; SHROKPUHONATAK (CaxapHbii guaber,
HU3KOPOCNOCTb, TMNOrOHaAN3M, rMnonapaTpeos), nakrataumgos, NOBbIWEH-
Hoe coaepxaHue 6enka 8 CNIMHHO-MO3rOBOM XUAKOCTK (> 1r/n).

Cvingpom MERRF. Hacnegosatue no matepmHckon nuHun. B ocHose cun-
APOM2 NeXNT TOUKOBAA MyTauma mutoxoHgpuanoHon JHK. KnuHnueckne cum-
NTOMBI; MUOKTOHYC-3NUNENCUA ¥ HaNNUNE N3MEHEHHbIX MbILEYHbIX BOMOKOH B
suae dpeHomeHa pBaHbIX KpacHbiX BONOKOH (peHomeH RRF), atakcua, gemeHums,
noTepA cnyxa v MbllwevHan cnabocTb, KaApaUMOMUONATHA, HAPYLWEHWUA CEPAEYHO-
ro puTMa 1 NPOBOAUMOCTH, NAaKTaTauMao3, NOBbIWEHHOe coaepXanue 6enka s
CNUHHO-MO3rOBOMA XUAKOCTW.

HeoHatanbHbin Cf] -~ HEKOHTPONMPYEMan rMNEPrIMKeMUA, Pa3BUBLUIAACA B
TeyeHune Nepebix 6 MECALEB XU3HW.

PacnpoctpaneHHocTb HCJ1 ot 1:300 000 go 1:500 000 HosOpOXAEeHHbIX. B
ocHose natoreHesa HC/A: HapyweHue cexpeunn MHCyNuHa.

nA petei no 6 Mec xapakTepHa BbICOKAA YaCTOTa NPOTEKTUBHbLIX annenen
HLA, H13Kan yactoTa anabeToreHHbix annenen HLA, oTcyTcTBMe ay TOUMMYHHBIX
mapkepos. To eCTb y geTeir 4o 6 Mec. ayToumMmyHHbIN CL] He passuBaeTca.

Knuunueckasn knaccudukauma HCA:

» HCLl moxer 6biTb KOMNOHEHTOM PAfA reHeTUUeCcKux cuHgpomos (IPEX-
cuHApoMm, cuHapom YonkoTT-Ponnuncona, HCAl B coueraHnn ¢ annasuwei unum ru-
nonnasven NogXenyaouHON enesbl).

+ TpaH3MTOPHbLIN: NOTPEBHOCTD B MHCYNNHE MCUE3AET YEPEe3 HECKONDbKO Me-
cAues oT ManudecTaymn ¢ 06A3aTeNbHBIM NOCAEAYIOLNM BO3BPATOM K MHCYNH-
HOTepanuu. XapakTepHa BHYTPUYTPOOHan 3agepxKa pocTa.

+ MNepmaHeHTHLIN: NepepbiBa B NOTPEGHOCTU B UHCYNMHOTEPANUN He Ha-
6niogaetca. He Bcerfa wmeertca sHyTpuyTpoGHaa 3agepmka pocTa. [laHHaA
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KNacCMOUKALUMA HE NMEET KNNHUYECKOTO 3HAHEHWA, T.K. HEBO3IMOXKHO NpeacKa-
3aTb Kakaa Gopma 3abonesaHua 6yaeT y NayMeHTa, B CBA3U C OTCYTCTBUEM KNK-
HUMECKMX OCOBEHHOCTEN Y AaHHbIX GOPM.

KnuHunueckue ocobenroctn HCA:

rUNePrinKeMuna, rIOKO3YPUA 1 B HEKOTOPbLIX CNy4aAx 06e3BoxunsaHne no-
ABNAIOTCA Nocne poxaeHna. CTeneHb rMNeprakeMun pasnnuHa n MoxeT go-
cruratb ypoBHa 70-100 Mmonb/n. KomaTo3Hble COCTOAHUA ANA HOBOPOXAEHHbIX
He xapakTepHbl. Ha doHe Tepanun uHcynuHOM cocTosHue pebeHka GbiIcTpo
ynyullaeTca, Kynupyertca obe3soxusaHue, CHWKaerca rnnkemus. EquHcTeen-
HbiM MeToaoM nevexuna HCJl no HenasHEro speMeHn ABNANACL TePaNWA WHCY-
nuHOM. B HacToAlee BpemA, Npu BoiIABNeHWW MyTauun B rede KCNJ11 n ABCCS,
40 90 % naumeHToB MOFYT 6biTb yCNewWwHo NnepeseaeHsl C MHCYNNHA Ha Npenapa-
Tbl CyNnbbaHUNIMOUEBMHbI, He3aBMCUMO OT gnuTenbHocTn CJl.

TakTUKa MONEKYNAPHO-TEHETUYECKOro UCCNEAOBAHUA ONpeaenaeTca Knu-
HUYECKUMU AaHHbIMK.

—

Moxasarenn Mpeanonaraembint reH
MNaumeHT, y koToporo oguH u3 poaurtenen 6onex CQ1 KCNJ, ABCCS, INS
NauueHT, y koroporo o6a poavvena 6onbHb (1 GCK, PDX1
bonbHon C[] € HeBPONOIrMY. HapyWweHnAMK KCNJ11

NaumeHT ¢ BHeWHECeKPETOPHON HEROCTATONHOCTBIO
nNogKeTyAOYHON Xeness::

+ IHTEPONATUEN, EPMATUTOM FOXP3

+ HEBPONOMMUYECKUMIN HAPYLIEeHUAMK PTF1A

+ BPOXACHHDIM rTNOTUPEO3OM GLIS3
+rMNONNA3NEN MO3KEUKA, HEMPOCEHCOPHON TYrOyX0CThio NEUROD1
+ CMHAPOMOM Manbabcopbuun NEUROG3
- 623 BHEeNAHKPEATUUECKUX NPORBNEHNA PDX1, INS

Hamu npoaHanu3nposaHo 6 cnydaes moHorenroro Cll, 8 4 cnyuanx nog-
TBEPXKAEHHDIE MONEKYNAPHO-TEHETUHECKUM UCCNEAOBARNEM.

Knununueckun cnyuan N21:

NaywnenTtka 1999rona poxaenua. Auarnos: Cfl, MODY 2 Tun.Ocn: Avruonatua
ceTyatku. Quabetnueckan gUCTanbHan CEHCOMOTOPHAA HEMPONATUA HUKHUX KO-
HeyHocTen. ConyTcTayiowme 3abonesanun; PUH. Nlororespos. usaptpusa. bpor-
XManbHaA acTMma, nerkoe nepcucrupylowee TedeHune. NocTUHTY6aUNMOHHbIN CTe-
HO3 BEpHEW TPeTH Tpaxeu, KoMnNeHcuposarHbIn. Muonua 2crT. obounx rnas.

Pe6eHok oT 1 GepemeHHOCTH, 1 pogos. bepemeHHOCTb NpoTekana Ha ¢oHe:
aHemuu 2cTeneHu, o.rectosa -l crenenun, xpoHuueckon uHdekumn (xnamnuanos,
ypeanna3smo3s). Bec npu poxpgeHuun- 3kr500r, poct-51 ¢m. B neproae HosopoxaeH-
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HOCTU: MHTYBaUMA Tpaxen, HeNpAMon maccax cepgua. Haxogunacs B PAO ¢ pua-
FHO30M: aCNUPALMOHHAA NHEBMOHIWA, NePUHaTanbHan sHUedanonaT1a,o.nepuop,
BpoxaeHHbINCTPUAOP. HacneqcTBeHHOCTb: Y mambl pebeHka — HapylweHwe Tone-
PaHTHOCTY K FNIOKO3€, HENOCTOAHHO NpyHUMaeT rniokodax. Passutne pebenka c
HebonbLIOW 3agePXKKON: CTana cuaeTs- € 2,5 Mec,, cToatb- ¢ 10 mec., xoauTe- ¢ 11
mec., 1-bie 3ybb! — B 8 Mec., B AanbHenwem - Gusnyeckoe passnTie NO BO3PaCTy.

C poxaeHus - yacTble NpocTyAHble 3a6onesaHuA. B 4 rona soicTasneH gua-
rHo3: atonuueckan bA, nerkoe nepcuctupyiowee Teuenue. Monyuana Tanney,
npu ogbiwke — canbbytamon, 6epoayan. B 4 roga - UMBI.

B 6n7mec BnepBbie BbIABAEHA rMNEPrAMKeMUA Hatowak 16,6 mmonb/n (Ha
¢$ore OPBW), 6e3 knunnueckux nponsnexuin Cfl. ObcneposaHa B SHAOKPUHONO-
rMYECKOM OTAENEHWM: IMMKEMUA HaTOWaAK 5,5MMonb/n; yepes 2 yaca nocne egpr:
6,8-6,5mmonb/n; HbA1C 6,5%;0l TT 5,7-8,8Mmone/n; C-nentug:0,54ur/mn; UPU:
3,96MME/n; AT k GAD: 0,75ME/mn. Habnioganacb y 3SHQOKPUHONOTa C AUArHO30M:
HapyuieHre TONepaHTHOCTU K MIOKO3€, B CBA3MN C OTCYTCTBUEM TUNUYHON KNMHU-
kn CA. B 7n10mec cTana 6ecnokontsb xaxaa, obcnegoBaHa: rMUKEMNUA HaTOWaK
7,5-6,5Mmonb/n; uepes 2 uaca nocne egol: 9,7-11,9mmons/n; HbA1C 6,5%; ol TT
6,3-7,9mmonb/n; C-nentng:0,86Hr/mn; UPU: 8,7MME/n; AT k GAD: 0,24ME/mn.

BbinucaHa ¢ guarHo3om: HapyweHue TonepaHTHOCTU K rniokose. He uc-
kmouaetcAa MODYguabert. Hasnauen rmwokogax 500 mr Ha Houb, Ha ¢oHe rne-
ueHuA rnoKodaxkem: rnvkemMusa Hatowak 6,3-6,5-7,3Mmone/n; depe3 2 vaca
nocne eabt-6,9-10,0mmons/n; HbA1C 5,9-7,1%; C-nentng:0,7-0,46Hr/mn; UPU:
10,83-3,6 1MME/n.

B 10 neT nonyueH pe3ynbTaT MONEKyNAPHO-TeHeTu4Yeckoro obcnenosaxus
AHK, sbiasneHa myTtauua B reHe GCK(S441W), nogTeepxpatowan guarqos CJi
MODY 2tun. B 11 neT BbiaBneHa gucrtanbHana NOANHENPONaTUA HUXKHNX KOHEeY-
HoCTen, Ha3HaueH meTGopmMuH 500Mrx3 pasa B geHb, MAHUHWUN 1,75Mr B CYTKM,

B 12 ner rnukemua Hatowak 6,0mMmonb/n; depes 2 uaca nocne efbi:
8,0mmonb/n; HbA1C 6,1%; C-nentung:0,75ur/mn; UPW: 6,17MME/n; AT k GAD:
0,2ME/mn. MposeaeHa KOppeKLUMA CaxapoCHWXAioWen Tepanuu: rnokodax
500 mr yTpom, 5S00Mr Ha HOub, MaHuHKA 3,5Mr(1/21) 8 cyTkK. Ha dore neueHus:
rnukemmA Hatowak 7,0mmonb/n; yepes 2 yaca nocne egol: 6,0mMmonsb/; HbA1C
6,88%; C-nentna:0,93Hr/mn; UPU: 6,0MME/n; MAY 1,0 mr/an (Hopma go 2 mr/an);
CKO® 133mn/mun; Y31 OBM+nouek: peakTusHbie U3MeHeHU neueHn, andoys-
Hble U3MEHEHWNA NapeHXUMbl Nouek. IMI: ceHcoMoTopHaA nonuHesponaTtua H
KoHeuHocTen. Okynuct: Muonua 2 cT. 060ux rnas. AHrMoONaTUA CeTYaTKu.

B 13 n: rukemun Hatowak: 7,0MMoNb/N; yepes 2 yaca nocne eabl: 6,8MmMonb/n;
HbA1C 6,7% Neuexune: guerta Ne9,rniokodax S00Mr Ha HOUb, MaHWHUA 3,5Mr B
CyTku. Boisoa: lunepravkemua y nauueHTku Gbina BoiAsneHa cnydainHo. Bnep-
Bble BbIABMEHHbIE pe3ynbraTbl 06CNefOBaHUA: YPOBEHD MIMKEMMU HATOWAK: OT
5,5-5,7mmons/n, 16,6 Ha pore OPBU, yposeHb rnkemmn nocne egol: o 6,8mmonb/n;
C-nenmg(0,54Hr/mn), IPU(3,96MME/n)- 8 npegenax HOPManbHbIX 3HAUEHUA.
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[lnarnos noateepXaeH MONEKYRAPHO — reHETUYRCKUM UccnepoBaHuem. flo
Ha3HaUeHNA MEANKAMEHTO3HOIO NeyYeHna He HabnpaanNoCh CHKEHUE YpOoBHA
rAMKEMUU HaTowak 1 nocne eabt, HbA1c He ysenuuunnca (6,5%-6,5%), C-nentua B
npepenax Hopmbi(0,86Hr/mn), UPU B npegenax Hopmbi(8,7mMME/n). Mocne Ha3Ha-
yeHua NCCN(rnokodax): yposeHb FMNKEMUY HAaTOWAK CHM3UACA 0 7,3MMonb/N,
ypoBEHb rnukemumn nocne eap! cHusnnca go 10,0 mmono/n, HbA1c cHusunca go
5,9%, 3aTem ysenuuunca ao 7,1%, yposenb C-nentuga cHu3unca ¢ 0,7 go 0,46Hr/
mn (Hopma: 0,5-3,2 Hr/mn), UPU 8 npepenax Hopmbi(10,83-3,6 1MME/n). Nocne
Hazrauenmna MCCN (rnokodax+ MaHUHUA): YPOBEHb MMUKEMUN HATOLLAK CHWU-
3mAca A0 7,0Mmonb/n, nocne efbl CHA3UMNCA A0 6,8 Mmonb/n, yposerb HbA1c
CHU3UNCA A0 6,7%, yposenb C-nentuga s npepenax Hopmbl(0,75-0,93Hr/mn),
NPU B npeaenax Hopmbi(6,17-6,0MME/n).

KnuHunueckun cnyuan Ne2:

MNauneHT 1999 ropga poxaenuns. [lnarHo3: CaxapHoin guabetr, MODY 2 tun.
ConyrcTayowme 3abonesaHus: XpoHUUECKMIA racTpoayogeHwuT. BpoHxuano-
Han acTMa, TAXenoe TeueHune. PebeHOK OT 1 6epeMeHHOCTH, poabl B CPOK, 6e3
ocnoxHeHun. Bec npu poxgaenun- 3kr380r, pocT- 52 cM. HacneacTseHHOCTD:
y 6abywkun no nuHun Matepu - CQ1 2 Tuna, y mambl pebeHKa — HapylueHue To-
NepaHTHOCTU K rnoko3e. N3 nepeHeceHHbix 3ab6onesaHuin: OPBU. Ousnueckoe
pa3suTHe NO BO3pacTy.

B 6 neT Bnepsbie BbiABNEHa rUNepraMkeMuAa Hatowak 6,0mmonb/n, 6e3
KnuHUuyeckux npossneHuin. Habnioganca y angokpuHonora ¢ gnarHosom: Ha-
pyweHue rnukemumn Hatowak. B 10 net: ol TT: 6,3-7,4Mmonb/n;HbA1cC 6,5-5,5%;
C-nentna:0,58r/mn; P-4, 1mME/n.

[unarHo3: HapyweHwue rankemun HaTowak. HazHaueH amapun.

B 11 neT nposeAeHO MONEKyNApHO-reHeTUueckoe obcnegosaHue, BbiABNEHa
myTauma R 186 X 8 reHe GCK, nogreepxaatrowan guarsos CI, MODY 2tun. Pe-
komeHpoBaHa aueta Ne8. [laHHble 06cnefoBaHnA: YpOBEHb FNKEMNIA HaTOWaK:
6,8-7,7MMONb/N; B TeueHne CyTokK : 6,0-8,0 Mmonb/n; ol TT: 6,4-7,9mmonb/n; HbA1c
6,8%; C-nentug: 0,66(1cx)-3,17(cTum) Hr/mn; UPW: 3,38(ucx)-15,85(ctum)MME/n;
MAY:0,94 mr/an; CKO:112 mn/mun. KT 6e3 natonoruu. 3MI - 6e3 natonornum. Ha-
3HauyeH NauHTyc 18.00: 8epq, xymanor: 8.00: 14 ea, 12.00: 2-4 e, 18.00: 24 eg.

B 12 net xanobbl Ha noninypuio no Hodam. Ha dpoHe uHcynuHotTepanuu: ypo-
BEHb MMUKeMUU HaTowak: 6,3-5,2MMONb/N; B TeueHwe CyTok:5,3-7,8 mmonb/n;
HbA1c 6,36%; C-nentuna: 0,38 Hr/mn; MAY:0,08-0,01 mr/gn; CK®:112 mn/mun. IKI:
MuUrpauna sogutens putMa. HasHaueH nantyc 18.00: 9eg, xymanor: 5-8 eq1 8 CyTKW.

B 13 ner nposegeHo obcnegosaHue: ypoOBEHb NWKEMWM HaTOWAK:
5.4-7,1mmonb/n; Npu norpewHocTn B guete: go 10,0Mmonb/n, B TeueHue Cy-
T0K:6,0-8,6 Mmonb/n; HbA1¢5,4 %. SMT: 6e3 natonorun.

OkynucT: 3gopos. MNposegeHa koppeKkuua nevexna: naHtyc 8 21.00-10 eq,
xymanor- go 10 eq 8 CyTkn.
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Boisoa: Bnepsbie BbiABAEHHbIE pe3ynbTathl 06CNefoBaHNA: ypoBeHb rnu-
KeMuu Hatolak: 6,0 mmonb/n 6e3 knuHuueckux npossnennin. Ha goHe Heme-
AVIKAMEHTO3HOMO NIeUeHNUA YPOBEHb MMNKEMUIN HATOWAK HE HOPMANN30BaNCs;
6,3mmonb/n. Ha doHe nprema nayneHToM amapuna, ¢ NocnegyowmnmM nepexo-
OM Ha gueTy N°8 B TeueHue 6 MeCALEB, YPOBEHb MMUKEMUN HATOWAK yBeny-
yunca go 7,7 MMonb/n, B TeYeHUe CyTOK ypoBeHb rankemun ao 8,0 mmonb/n,
yposerb HbA1c yBenuunnca ¢ 6,5-5,5% no 6,8%, nauueHT 6bin nepeseneH Ha
uHCynuH. lMocne HasHauyeHwAa WHCynuHoTepanuu: Habnaanoch CHWXKeHue
yposHa HbA1c ¢ 6,8% go 5,4%, cHvxeHue yposHa C-nentuga ¢ 0,66 0o 0,38 Hr/
MmN (Hopma:0,5-3,2 Hr/mn). [laHHOMY NauneHTy NpoROMIKeHa MHCYTMHOTePanua.

KnuHnyeckun cnyvan Ne3:

Habnioganuce 2 naumeHTa(2 6paTa) n3 0O4HON CemMbyU C rUNepraukeMuen,

NaymeHT 1 - 1996 roaa poxaeHuna nero 6pat: nauneHT 2 - 2003 roga poxpe-
HUA. HacieQcTBEHHOCTb: Y Mambl BO BpeMA BepemeHHOCTH Bbin sbicTasneH agva-
rHo3: lfectaynonHbi CJl. B ganbHenwem y Mambl Umena MecTo runepravkemus,
neveHune He nonyvana. Ousnueckoe pa3sutue geten — NO BO3PaCcTy.

NaywrenT 1 — 1996 ropga poxaenua. lnarnos: C[l HeayToMMMYHHOro reHesa,
He nckniouaerca MODY tun. Con: MNnockoctonue npogonsHoe | cT. HapyweHue
ocaHku Bo $poHTanbHon nnockocTu. PUH. AHomanua Kummepnu. Hectabuno-
HOCTb Ha yposHe C3-C4.BCH c uedanruamn. MpocTon runepmerponuyeckui
acTurmatuam oboux rnas.

B 11 neT snepsbie BbiABNEHA FTMNEPrANKEMUA HaToLWaK 6,9 MMonb/n, 6e3 knu-
Huuecknx npoasneHuin. Habnioganca y aHgokpuHonora ¢ auarHosom: Hapywe-
HWe rMUKeMUU HATOWaK.

B 15 ner ob6cnegosan: yposeHb ravkemuu Hatowak: 10,0-7,3MMons/n; B Teve-
Hue CyToK : 5,5-8,6 mmonb/n; ol TT: 6,0-7,0mmons/n; HbA1c 6,6%; C-nentug: 1,1
Hr/mn; UPW: 8,1(ncx)-19,23(ctum)MME/n; AT kK GAD: 0,4ME/mn; MAY:0,01 mr/an;
CK®:104mn/muH. 3KT: 6e3 natonoruun. Y3 OBM+noyek: peakTuBHbIE N3MEHe-
HWA NeYeHN, renaTomeranma,

Oxkynuct: rnasHoe gHo 6e3 natonoruu. MpocToi runepmeTponuuecKuin
acTurmatam oboux rnas. flnartos: Cfl HeayToummyHHOro reHesa. He ucknioua-
etca MODY 1un.

PexomengosaHa aveta N29. MPUHATO peweHue BO3AepPKaTbCA OT UHCYNU-
HOTepanuu 4O NOTyYEHUA P-0B MONEKYNAPHO-reHeTUHeCKoro aHanusa. B gans-
Henwem Habnoganca y sHaokpuHonora ¢ [S: Cl1 HeyTouHeHHOro reHesa. Ypo-
BEHb rUKemnm HaTowaxk: 6,1-6,7-6,4 mmone/n; HbA1C 6,8-6,2%.

Bbisoa: [lo HazHaueHWA neyeHUn ypoBeHb MMKeMUN HaTowak: 6,9 MMonb/n.
Ha ¢oHe puretor N°9 Habnioganoch CHKeHe YpOBHA rMMKeMUMK HaTowak [o
6,4Mmonb/n, cHwxkenne yposHa HbA1c ¢ 6,6% po 6,2%. Yposexo C-nentuga,
WPU npu obcneposaHn 8 npegenax Hopmb.
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KnuHuyecknin cnyvan Ne4:

MauuenT 2- 2003 ropa poxaeHua. AuarHos: C[l1 HeayTOUMMYHHOTO reHe-
3a. He uckniouaetrca MODY Tun. B Bospacte 3roga 7 mec. pebeHOoK 0CMOTpeH
AepMaTtonorom no NoBoAy BbICHINAHUA, CYXOCTU KOXW AroAuL, NOcTasnex ava-
rHO3: Annepruueckuin KOHTaKTHLIM AepMaTUT, npu obcneaoBaHun B8 aHanuse
KPOBW BbIABNEHA runeprankemMun Hatowak 6,8mmons/n, nposegen of TT1: 5,8-
6,4 Mmonb/n, obcnepoBaH B IHAOKPHHONOTUYECKOM OTAENEHWUE: MNKEMUA Ha-
Towak 6,9mmonb/n; yepes 2 vaca nocne egbl: 8,6mmons/; HbA1C 6,1%; ol TT:
5,6-10,9mmonb/n; C-nentng:0,75Hr/mn; UPU: 4,1 7MME/n.

BoicTaBnen amnarHo3s: HapylweHwue TonepaHTHOCTU K FIOKO3e.

B 7 net: rnukemua Harouwak 6,5mMmMonb/n; yepes 2 4aca nocne eapl: 9,0MMonb/;
ol TT: 5,9-11,07mmonb/n; C-nentnn:0,64ur/mn; UPU: 2,15-12,5MME/n. OT neve-
HWUA MaMa NayMenTa oTKasanacb.

B 8 nev: yposeHb rnukemun Hatowax: 7,5-7,1Mmonb/n; 8 TeueHue CyTok:
6,5-9,6 mmono/n; HbA1c 6,7%; C-nentua: 0,61 Hr/mn; UPU: 2,15SMME/n; AT K
GAD: 0,42ME/mn; MAY:0,03mr/an; CKO:109mn/muH. IKI: 6e3 natonorun. Y3U
OblM+nouek — peakTUBHbIE U3MEHEHUA NEeYeHW, FrenaToMeranua.

OkynucT: rnasHoe aHo 6e3 natonorun. luario3s Cfl: HeayToMMMYyHHOFO reHe-
3a. He ucknouaetca MODY tun. fleueHue: auerta N9,

B 9nert: yposeHb rankemun Harowak: 5,8Mmonb/n; yepes 2 yaca nocne eabi:
6,8mmonb/n; HbA1¢6,5 %. finarHos: Cf1 HeyTouHeHHOro reHesa.

Bobieoa: Ha doHe guetbl N29 Habniofanoch CHMKEHUe YPOBHA MUKEMUI HATO-
wak no 5,8 mmonb/n, yepes 2 yaca nocne egpl — A0 6,8MMONBL/N, CHUXEHWE YPOBHA
HbA1c a0 6,5%. Yposenb C-nentuaa, UPU npu obcnegosaHny B npeaenax Hopmel.

KnuHunueckunin cnyuan Ne5:

MaumenTt 1992 ropa poxpeHua. [luarHo3: MutoxoHgpuanbHaa naronoruvs:
cuHapom Kephca-Cenpa. Cl1 cumnTomaTuueckoro reresa. lmnogusapHan Hepo-
cTaToMHOCTb. MeTabonuueckunin nakTataunaos. [ByxCTOpOHHAA HEMPOCEHCOPHAR
TyroyxocTs lll T cmMewwaHHoro reHesa. PeTuHanbHana gereHepaumna cetvatku 06o-
ux rnas. Npuobpeternbin nTo3 lll ct. Muonua | cr. HapyweHnue cepaeyHoro putma
{nonHan AB 6nokaga). MmnnaHTauma anekTpokapauocTumynaTopa s |. 2008roga.
MutpanbHan peryprutauua Ict. CurgpomanbHan apTepuanbHan rmnepreHsva.

Pebenok ot IV 6epemeHHOCTH, 2-bIX poaos. bepemeHHOCTb npoTekana Ha
$poHe aHeMUU, NOYEUHOR HEeAOCTATOYHOCTU. Poabl CPOUHbIE, ONepaTUBHbIE — Ke-
CapeBo ceyeHue; BO BpEMA POAOB NPOU3OLWNG PE3KOE ypexeHue cepauebue-
HuA. VizagneueH B TAXENOM COCTOAHUK, nposoaunack UBJ1 B TeueHne 15 MUHyT.
Bec - 3150, pocT: 48 cm. B 1rog, 2 rog XKu3HU HEPBHO-NCUXUYECcKoe U dulnye-
CKOEe pa3suThe COOTBETCTBOBANO BO3PacTy.

MepeHecenHble 3a6onesanna: OP3, annepr. pepmatuT, aucbakrepros Kuwey-
HWKa, canbmoHennes. B 3 roaa BbiABneHa 3agepxka Gusnueckoro passuTua. Tak-
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e BbICTaBNEeH ANarHo3:XpoOHUYeCKUn SHTEPOKONUT CMELIaHHOW 3TMONOIMK, BTo-
PVYHbIA CMHAPOM Manbabcopbunn. inckmHesna XKBM no runoToHuueckomy Tuny
C ABNEHWUAMM xonecTasa. PeakTusHbIn renatut, aexkomneHcauma. ucbaxtepuos
KuLWeYHnKa. AHeMUA nerkon cteneHn. MuHnmanbHaa mo3rosan ANCyHKUMA.

B 6 ner gunarno3: 3agepxka GU3NYECKOrO PA3BUTUA 3K3OTEHHO-KOHCTUTY-
UMOHANLHOTO reHesa. XpOHWUUYECKUin NepPBUYHBIA KOMUT, CMELWAHHOIO reHesa,
peumnansmnpyioulee TeueHue. PeakTusHbii naHkpeatut. Hegponatusa. noxpom-
HaA aHemuA. MMOTOHNYECKIA CUHAPOM.

B 8 net KB cootsetctBoBan 7-7,5 rogam; U®A kposu: TTTI - 2,29; 1l - 0,0;
OCr - 0,0. YctanoBneH DS: ComaToreHHan 3agepxka ¢n3nMYeckoro passuTus,

B 10 ner BuifBNEeHa 4BYCTOPOHHAA CMEWAHHAA TYroyxocTb | cteneHn.

B 12 net BbicTaBneH AnarHo3: [IByCTOPOHHAA HEMPOCEHCOPHAA TYroyxocTs ||
CTeNeHn CMeWaHHOro reHe3a, PEKOMEHA0BAHO HOWeHWe CNyXoBOro annapara.
NuarHoctuposaHa 6nokaga nepefHen BeTBN NEBOW HOXKK NyuKka lica. Ocmo-
TpeH reHeTukom: 3agepxka dusnueckoro passutna. Curgpom Hynan. flunonna-
3UA AnYeK. [laHHbIX 338 MUTOXOHAPWANbRYIO NATONOMMIO HE BbIABAIEHO.

B 13 net KB cootsetcTBosan 11 rogam, UOA kposew: TTT - 2,5; OCI-0,97; Nr-
2,73; koptn3on-17,7; Tectoctepon-0,2. DS: 3agepxka ¢$pn3nueckoro passutuu.
Cuxapom HyHaH. Tunonnasmna anuex.

PekomeHpoBaHa 3amecTUTENbHAA ropMoHanbHan Tepanua (CyctaHoH — 250).

B 14net guarHoctuposaHa: ATpodua 3putenbHoro Hepsa oboux rnas. Am-
6nmMoTpoduA cMelwaHHoro reHesa cpegHen cteneHun oboux rnas. MNros Il cre-
neHn oboux rnas. PLIOH. Curapom MO3xKeukoBbiX HapylweHun. KopTukanbHas
atpodun | creneHun. LiepebpocteHnuecknin cuHppom. 3agepka NCUXopeUesoro
pa3suTua. MN1o3. HapyweHune cepgeuHoro putma u nposognumocTu. OyHKLuo-
HanbHan Kapaguonatua. XpoHUUYeCku racTpoayoaeHUT. PeakTuBHbIN NaHKpea-
TUT. Tokcuyeckan HepponaTtua. B 15net KB Ha 11 net; UDA kposu: TTI - 2,98;
OCr -1,01; M - 1,52; recrocrepon — 3,9;M1P1- 196, poct 122 cm., SDS pocra: -5,5
SD; testis B MowoHke, V=3- 4 cm.

3aknioueHune: He UCKNIoYaAEeTCA rnodusapHan HepoCTaTouHOCTL. Cypgono-
rom AnarHocTuposaHa: [1sycCTOpOHHAA HEMPOCEHCOPHARA TYroyxocTb lliictenenu
cmewwaHHoro reHesa. MPT ronosHoro mosra: flunonnasua runo¢usa. Koprukans-
HaA aTpodun | ctenenn. IMI: MuTOXOHAPUManNbHan IHUedanonaTna?

B 15 net octaHoBKa cepaua, umnnaHTuposaH IKC ¢ 3neKTpogoM B XKenyaou-
Kosyio nosunuuio. DS:MonHan AB 6nokaga. B 16 net nposegexa npoba c knogenu-
Hom: 0,39-1,52-0,98-0,41-0,38 Hr/mn; 6bin Ha3HaueH ropmMOH pocTa (xymartpon).

OcmoTpeH kapauonorom: Hapywenue cepgedHoro purma (nontHan AB 6no-
Kapa). OavHOUHAA XenyQoukoBana 3KCTacucTona. MutpanbHas peryprurauus
Ictenexn. CnHapomanbHaa aprepuanbHan runepTeHsua. Okynuct: Mpuobpe-
TeHHbIN NTo3 [l ctenenn. Muonua | crenenn. CuHapom cyxoro rnasa. PetuHans-
Han aereHepauna cetyarku oboux rnas.
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B 17 net BbicTaBneH guarHos: CaxapHoin Anaber, CUMNTOMATUMECKNIA, NEKap-
CTBEHHbIN, BNEPBbIE BbIABNEHHbIN. [MNodur3apHan HeQOCTAaTOUHOCTL, CUHAPOM
HynaH. MNepenom npasoro roneHoctonHoro cyctasa. O6cnegosaHne: yposeHb
rAMKemun Hatowak: 6,0-6,7 Mmonb/n; B TedyeHne CyTok: 5,4-7,9-10,6 mmonb/n;
6UOXMMUYECKMI aHanu3 Kpoew: rnxo3a: 8,07 mmono/n, xonectepuH: 6,36
mMMmonb/n, modesuHa: 11,42 mmonb/n; KpeaTuHUH: 88, HbA1¢ 6,7%.

Mepeseaex Ha avety N8, Ha3HaueH rnokodax SO0 Mr 2 pasa. Ha 5 geHb
nevYeHnA NOABUNOCH WYMHOE, y4aluleHHoe AbixaHue, NPy nogbeme C KpoBaTu
ronoBoKpyeHue, obmopok, Afl: 70/30 mm.pr.cT. flabopatopHo: KWC: pH: 7,12;
BE: -24; nakTaTt: 12,6.

AvarHo3: Nlaktataunaos Ha poHe npuema 6uryaHngos. OCMOTpeH HeBpono-
rom: laHHble 32 MUTOXOHAPUWanbHoe 3abonesaHue (cuHapom MELAS), HazHaueH
KapHWUTKH B ao3e 100 mr/Kr/c, nony4an MHCynMHoOTEpanuIo.

Ha doHe neueHnA COXPaHANOCH TAXKENOE COCTOAHWE C OTPULATENbHOW AW-
HaMMKOW 3a CHET HEBPONIOrMYecKoro ctatyca: koma | ct. KT ronosHoro mosra:
cyb3neHanManbHbie KpoBou3NuAHMA B obnacti 6okoBbiX Xenyaoukos. He nc-
KNIOYAETCA KPOBOWU3NUAHNE B NAPEHXUMY FONOBHOTO MO3ra BUCOYHBIX AONEN.
Atpodua ronoBHOro mosra. BHyTpeHHAs rugpouedanua. TpaHCKOPTUKaNbHAA
gonnneporpadua: 3HaUUTeNbHBIX HAPYLWEHNA FEMOANHAMUKIN HET,

Buinucan ¢ gunarHosom: CuHapom MELAS. CaxapHbiin guabeTt cumntomaTu-
YEeCKOFO reHesa, Bnepebie BoiABNeHHbIA. [MnodusapHan HepocTaTouHOCTb. Me-
Tabonuueckuin nakrataunaos. [1ByCTOPOHHAA HelpoceHcopHan TyroyxocTs il
CTeneHu CMeLWaHHoro reHesa. PeTuHanbHan aereHepauuAa ceTuaTku oboux rnas.

ConyTcTsyiowme 3abonesarua: Hapywexua cepgeuHoro putma (nonHaa AB
6nokapa). MutpanbHana peryprurauyua lctenesn. CuHgpomMansHaa aptepuans-
HaA runepreH3suA. llepenom npasoro roneHOCToNHOro cycrasa. PekomeHgosa-
Ha aneTa N9, uscynuHorepanua.

B 17 net nonyuyeH pe3ynbraT MONEKyNAPHO-TEHETUYECKOro UCCNeR0BaHNA,
obHapyxeHa KpynHan geneuna mutoxoHapuansHion AHK (del 4977) 8 romosu-
TOTHOM COCTOAHUN, XapakTepHana ana cuHapoma Keprca-Cenpa. OcmotpeH re-
HeTUKOM, Anarso3: MutoxonapuanbHana natonorua: cuiapom Keptca-Cenpa.

BobiBop: MpeacrasneHHbIN KNMHWYECKUIA CNyYain AEMOHCTPUPYeT CNOXHOCTL
AMarHoCTUkM u anddepeHUMpoBAHNA MUTOXOHAPUaNbHLIX 3abonesaHni. Tak
Kak NposBneHWA 3abonesBaHwid, CBA3aHHLIX C HAPYWEHWAMU MUTOXOHAPWaNb-
HbIX GYyHKUMI, KpaHe pa3HoobpasHbl. Cneynduueckoro nevyeHus MUTOXOHAPH-
anbHOM NaTONOrMKU He pa3paboTaHo, NPOBOAUTCA CUMNTOMATUYECKARA TepanuA.
TpebyeTca BKIIONEHME B KOMNNEKC TEPaNUM Npenapatos meTabonnueckoro aen-
CTBUA, YNYULLAIOWMUX NPOLLECCHE TKAHEBOTO AbIXaHWA, okucuTensHoro Gochopu-
AMpOBaHKUA B KNeTkax. Tonbko perynapHoe nposegexsne CMCTEMHON Tepanum No-
MOraeT NoJAepPKUBaTb COCTOAHNE BONbHLIX. B cnyyae nonHoOn aTpUOBEHTPUKY-
nApHoOW 6nokafbl HeOBx0aMMa UMNNAHTALUMA UCKYCCTBEHHOTO BOAUTENA PUTMA.
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Cneumnyeckoro neyeHUa MUTOXOHAPUaNbHOro guabeta HeT, NaumeHTbl O6biuro
HY>XAI0TCA B MHCYNTMHOTEPANWW C MOMEHTA YCTAHOBEHUA AWArHo3.

KnuHnueckuin cnyuain Ne6:

MauwmenHTt B. 2009 r.p. QuarHo3: C/1 HeoHaTanbHbI NEpMaHEHTHLIA.OCNOoX:
AHrvonatia coCcyRoe cetuatku. Peberok ot 1 6epemerHocTh, 1 poaos. Bec npy
poxaeHnu- 3kr296r, pocT- 53 cm. HacnegcteeHHOCTL: y npababywkm no nuHuu
matepm - C[] 2 Tvna. Yepes 1 MmecAu nNocne poxaeHun, Mama pebetka sametuna
KpaxmarnbHbie NATHA Ha NOBEPXHOCTU NENeHKN.

B 2mec noasunack 6a1egHOCTb, pebeHOK nepectan ecTb, B CBA3N C 4eM bbin
rocnuTanmanposaH. Beictasnen guarnos CQ1 17una, HeoHaTanbHbLIW, BNepsble
BbIABMEHHbIN B COCTOAHUM KeToaunaosa. Con. SHuedanonatma rmnoKcUuecko-
ro reHesa. PaHHUI BOCCTAHOBUTENBHBIN Nepurog. MMNepTeH3UOHHBIN CUHAPOM.
CvHgpOM gBUratenbHbix HapyweHui. MNocTUHTY6ALMOHHbIN CTeHO3. [aHHble
obcnefosaHnA: yposeHb rAMKemun HaTowak: 13,2-11,1 mmonb/n; B TeyeHue cy-
ToK: 3,9-20,2 mmonb/n; HbA1¢10,4%.

Ha3HaueH: HCyNuH nesemup -3ea nepeg 3asTPakom, 3e4 Ha HOUb; UHCYNUH
Hosopanua no 0,5 ea (ecnun caxap 6onbwe 12-15mMmonb/n), no 1 eg (ecnu caxap
6onbwe 17-20mMmons/n).

B 4 mec. sbicTaBneH guarHos: C[l HeoHaTanbHbIA NepmaHeHTHbIN. [aHHbie
obcneqoBaHUA: MONEKyNAPHO-TeHeTU4YeCkoe uccn-ue: Mytaumua reHa KCNJ11,
ypOBeHb rAnKkemMnn Hatouwak: 18,8 mmone/n; 8 TeueHne cyTok: 4,2-14,9 mmonb/s;
OAM: ynenbHbii Bec 1021, 6enok — oTp., Caxap-non., KeToHbl-7, neik-1-2; HbA1c¢
9,2%. Y3 OBN: renatomeranua. Y3W TasobegpeHHbix CyCTaBOB: 3afepika
dopmupoBaHUA Afep okocTeHeHuA. NauueHT 6bin NepeBegeH Ha MaHWHUN
1,75(1,57) B cyT. Ha ¢oHe neueHnA MaHMHUNOM: YPOBEHb rMUKEMUU HaToWakK:
CHU3UNCA Bo 6,5 MMonb/n, B TeueHue cyTok: 9,0-12,7 mmonb/n; HbA1c: 6,6-7 4
7,9%, CKO: 122,5Mn/MuH, cyTouHaa npoTeuHypua: 0,03r/n (Hopma go 0,03 r/n).
3KI: 6e3 naronorun. SMI: 6e3 natonornn. OKynuCT: aHrMonaTWA COCyRos Cet-
vatku. Y31 OBIN: renatomeranun, guddysHoie U3MeHEHWA neueHu. fleyeHue: ma-
HWHUN 1,75(0,757) x 6pa3s 8 cyTku. B 3r1mec: ypoBeHb raukemnu Hatolak: go 5,6
MMONb/N, B TeueHue cyTok: 11,0-12,3 mmonb/n; HbA1¢: 9,3%. NleueHue: manuHuA
3,5(0,57) B cyTKM.

Buisoa: Y nauuenta ¢ NMHCA npocnexuBaeTca OTATOWEHHAA HACNeACTeeH-
HOCTb: y Npababywku no nuHum matepu — Cll 2 Tuna. Hauvano 3abonesaxwuna y pe-
6erka B Bo3pacTte 1 mecal. MaHudecTauua 3a6onesaHna: 0CTpan, CONPOBOXKAA-
Nacb KeToauMnao3om. YposeHb rMuKemmnm HaToWak go neueHna: 13,2 mmonb/n, Ha
¢$OHe Ha3HaUEHWUA HCYNMHOTEPANUI YPOBEHD MMUKEMWUMN HATOLWAK CHU3UACA RO
11,1 mmons/n.

Avarno3 NHCA 6bin nogTeepXXAEH MONEKYNAPHO-FeHEeTUYECKUM NCCneno-
BaHneMm, sbiasneHa myTtauua reHa KCNJ11. MNpu nepesoge nauneHTa ¢ WHCY-
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AMHOTEPANUU Ha Npenapatb! CynbGpoHUNMOUEBMHBI HABNIAANOCH yNyuweHwe
FAMKEMUYECKOro KOHTPONA. /1o neueHnA npenapatamn CynbGOHUNIMOUEBUHDI
ypoBeHb MMUKEeMUM HATOWWAK B BO3pacTe 4 mec.:18,8MMonb/n, Ha doHe neveHua
npenapaTtamu CyNbGOHIMOUEBUHB! YPOBEHD MNKEMUMW HATOWWaK B BO3pacTe 4
mec. CHU3UNCA Ao 8,6mMmonb/n. B aanbHeriwem B BolpacTe 3 rogalmec yposeHb
rIMKEMWAN CHU3UACA A0 5,6 MMonb/n. 310 noaTeepxaaeT 3pdeKTUBHOCTL Npe-
napaToB CynbPpOHUNMOUEBUHBI U HEOBXOAUMOCTL NPOBOAUTDL FreHeTUUecKoe
TECTUPOBAHUE.

3aknoyeHue:

[Nlaxe Hebonbwoe NOBbLIWEHNE FANKEMUN AONKHO BbITb CAMbIM TLATENbHBIM
obpa3om nsyueHo n npoaHanuinposaHo. bonbwuHcTeo cnyvaes CA, pa3sus-
weroca 8 AeTckom Bo3spacTte, AsnATcA Cfl 1 Tuna. Mpu ero kKnaccuueckon ma-
HupecTaunmn 1 TeueHUn He TpebyeTca QONONHUTENBLHBIX, KPOME NOKasaTtenewn
yrnesogHOro obmeHa, MeToA0B UCCNefoBaHnUA Ana BepuduKaLUm guarHosa.

MNpobnembl BO3HWKAIOT NPU BHIABNEHWUN HEBLICOKOW rUNeprankemMuu, Yacto
ob6Hapy>XnBsaemMow CnyyanHo, B OTCYTCTBME KNUHWUYECKUX NPOABAEHWUN, KOrga
peub MOXeT UATU O PaHHEN guarHocTuke guabeTta 1-ro TNa N6O O MArkoNk mMa-
HudecTauuu 3abonesaHun, xapakTepHon gna guaberta 2-ro Tuna unu MODY.

Y peten C M36bITOYHON MACCO TeNa He3aBUCMMO OT OCTPOTHI MaHUdeCTaLun
3abonesaHuAa HeobxoauMo nckniouuTb guabet 2-ro Tuna. Markaa maHudecra-
umA y pebeHka 6e3 oxuMpeHnA MoXeT 6biTb CBA3aHA C PaHHEW AMarHOCTUKON
avnabeta 1-ro Tuna nubo Hanuunem MODY.

Bce nauuenTsl ¢ MaHudecTauven caxapHoro auabeta B Bo3pacte go 6 mec.
HYXAIOTCA B MONEKYNAPHO-TEHETUYECKOM nccnefosaHum reqos KCNJ11, ABCCS,
HE33aBUCUMO OT HACTOALYEro BO3PacTa, NOCKONbKY A0 90 % NaunueHToB C 3TUMKU
MyTaUUAMU MOTYT 6GbITb YCNewHo nepesegeHbl C MHCYNMHA Ha npenapatsl Cynb-
$aHUNMOYEBUHBI, KaK OQHOIO U3 Haubonee 3¢GPeKTUBHbLIX METOAOB NeuyeHnA
(ynyyweHue rnnkemMmnueckoro KOHTPONA) He3aBuCKUMO ot gautenbHoctu CA.

CemeiiHbin aHamHe3 aunabeTa upe3sblyaitHO BaXkeH. Hanpumep Hanuuune y
matepu caxapHoro gnabeta U ryxoTb! UNWU SNUNENCUM NO3BONAET 3aNORO3PUTL
MUTOXOHAPWANbHBIA ANAGET, NN BHICOKOE HAKONNEHWUE HACTOTbI CaxapHOro Au-
abera B pOAOCNOBHOM B HECKONbKUX MOKONEHUAX MOXET CBUAETENbCTBOBATL 06
3yTOCOMHO- QOMUHAHTHOM HaclefoBaHuu, xapaktepHom ana MODY.

Bonblune COXHOCTM 8 ANArHOCTUKE MOTYT CO34aBaTb cnopaguyeckue Gop-
mbl. ccnepqosaHna QONXKHbLI BKAOYATL AWArHOCTUKY HENPOCEHCOPHOW TYroy-
XOCTW, HAPYWEHWUA 3PEHUA, 3aaepxKu pa3suTua. Heobxoaumo nccnegosanne
yrnesogHoro obmeHa y pogutenen, NOCKONbKY HEPEAKO Y HUX UMEIOTCA paHee
He AMarHOCTUPOBAaHHbIE HAPYLIEHUA.

YcTaHOBNEHWE TOYHOTO ANArHO3a BaHO KaK AnA sbibopa MeToAa Tepanvu 1
NPOrHO3a ANA 340POBbA, TaK U ANA FeHeTUMECKOTO KOHCYNbTUPOBAHWA B CEMbAX.
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WUTOM PABOTbI LIEHTPA «CAXAPHbIV AIUABET I BEPEMEHHOCTb»

3A NEPNOA 2009-2012IT
Canawenko O.B., obasura O.B., Kypaeura 3.8.
MbY3 «[opodckas knuHudeckan 6oneHuua N@ 5», Yenaburek

Lenb: nsyveHne ncxonoe pogos y XEHLWKUH C CaxapHbiM guadetom e 2009-
2012rr.

Marepuans: u MeToAbI: NPOBEAEH aHANWU3 UCTOpUA BonesHn GepemeHHbIX
¢ npearectaunorHoim (MICA) v rectaumorHbiv (TCA) caxapHbim guabeTom, po-
Aopa3speweHHbix 8 2009-2012rr 8 MBY3 KB N2 5 r. YenabuHcka

Pesynbratbi:

Yuano poaos y xeHwuH, ctpagatowux CLl, pacteT, u 8 B N S r. YenabuHcka, rae
HaxoauTca LienTtp «C/l u 6epeMeHHOCTLY, ¢ 30 pogos 8 2005 1. (a 8 2002 r - 18 pogos)
ysennumnocb Ao 136 8 2012 r. Yactota npexaespeMeHHbIX POA0B CHU3MNACh ¢ 23%
(7 popos 13 23) 8 20057, 4o 8,8% (913 102) B 2011r. 11 12% B 2012r (17 13 136). (pnc.1)
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