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Pe3rome

MoHoreHHbBIH quabeT npeacTaBiIeH HeoHaTanbHbIM quadbetom 1 MODY. YacTo MOHOTEHHEIH 1HabeT mepBo-
HA4YaJIbHO MOXET OBITh TUAarHOCTHUPOBaH Kak | wimm 2 tun auabdera. OHAKO KOPPEKTHBIN AUAarHO3 HEOOXOIUM
JUTSI BHECEHUS NI3MEHEHHI B TEPAITHIO, a TAaKXKe JJIsl TeHETUYECKOTO KOHCYIFTUPOBAHSI YWICHOB CeMbH. B cTaThe
MIpeCTaBlIeHBl COOCTBEHHBIE KIIMHIUECKHe HaOmoaeHnus aByx cemeir ¢ MODY3, korja yTouHeHHe AuarHo3a
MO3BOJIMIIO TMATHOCTUPOBATH AHA0ET Ha JOKIMHHYECKON CTa/INH, a TAK)Ke OOBSICHUTH aCCOIIMMPOBAHHBIE CHH-
IpoMbl. PanHss quarHocTuka quadeTa BeJeT K MpeBeHIINA MaHu(ecTa 3a00JIeBaHMs U €r0 OCIOKHEHUH.

KunioueBble ci1oBa: MmoHorennsii nuadet, MODY, HeoHaTalbHEIN HabeT, TeTH.
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Abstract

Monogenic diabetes includes neonatal diabetes and MODY. Often monogenic diabetes initially can be
diagnosed as type 1 or type 2 diabetes. However, making of the correct diagnosis is required for changing of
therapy and genetic counseling of family members. In this article the own clinical observations of two families
with MODY 3 are presented. Confirmation of genetic mutation in HNF-1a gene leads to early diagnostics of
diabetes and prevention of microvascular complications in some family members and explanation of some
associated clinical features in this patients.
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Caxapubiii quaber (CJ]) y nereit mpexncrasiieH
STHOJIOTHYECKU TETEPOreHHOM Ipynmnoi MeTadommye-
ckux 3aboneBanuii, cpeau xkoropeix CJI 1 tuna (C/ 1)
3aHUMAaeT JIMIUPYIOLINE, HO He aDCOTIOTHBIE B KOJTHYE-
CTBEHHOM OTHOILIEHUHU NO3UINH. DIHJIEMUYECKUHA POCT
3a005IeBa€MOCTH, «OMOJIOKEHHE) Bo3pacTa MaHu(pecTa
U cTapTa crenu()uIecKux OCIOKHEHUH, paHHSS HHBa-
JUIU3aLKs U COKpAILlEHUE TPOIOKUTEIBHOCTH JKU3HN
OTIPENEISIOT HEMPEXOIAIIYIO aKTyaIbHOCTh TIOUCKA 1
BHEJIPEHUS HOBBIX 3((QEKTUBHBIX TEXHOJOTHI B Tna-
rHocTuky U Tepanuto CJI. B nocnennue roasl usMeHu-
JHch npeAcTasieHus o crpykrype Cl1 y nereit. baaro-
Japs paclIUpeHUI0 JUarHOCTUYECKUX BO3ZMOXKHOCTEN
B MUPE HAaKallJIMBAETCs OIBIT BBIABIEHNS HEUMMYHHBIX
BapHUaHTOB AMadeTa, OMpOBepras CIOKUBIICECS MHe-
HUe 00 uckmountensHoi nHIuAeHTHocTH CJ 1 Tnna
B IETCKOW MOMYISIIMU. MexXly TeM JUarHoCTHUYECKUe
OLIMOKH B yCTAaHOBJICHHH STHOJIOTHU AHabeTa crocoo-
HBI IPUBECTH K HEBEPHOM TaKTHKE B BEIOOpE Tepanuu
OCHOBHOTO 3a00JIeBaHuS, IJIAHUPOBAaHUN CKPUHUHTA
OCJIO)KHEHHM, ONPENEICHUN OTAAIEHHOTO MPOTHO3a
U HACJIENCTBEHHOIO pHcKa. I3BecTHBIE B HACTOALIEE
BpeMs BapHaHTHI CaxapHOro nuabeTa y neTel, He
oTHocsmmecs K 1 Tumy, B OOJBIIMHCTBE CBOEM HE
HMMEIOT YeTKUX MaTOTHOMOHMYHBIX MPOSBICHUM, YTO
3aTpyOHsIET UX AMATHOCTHKY, ONpeneisist HeoOXoau-
MOCTbh aHaJlM3a JaHHBIX B COBOKYITHOCTH, BKJIIOYas
KJIIMHUKO-J1a00paTOPHBIE CUMIITOMBI, 0COOCHHOCTH
ne0roTa 1 TeueHus: O0NIe3HHU, OTBETa HA MPOBOAUMYIO
Tepanuio. IMarHoCTUYECKUH MIOUCK B JAHHOM CUTya-
uuK HanboJee 4acTo 3aKitodaeTcst B BeisiBIeHUH CJI
tuna 2 (CI 2) 1 MOHOTEHHOTO caxapHOro aAuadera
rcpa) [1-s1.

C pacmupeHneM BO3MOXHOCTEN MOJIEKYJISIpHO-
TEeHETHYECKOr0 MCCIEA0BAaHUS HAKAIJIUBACTCS OINBIT
BBIsBICHUS HacieacTBeHHBbIX TUMOB CJI. V nmereit
MI'C]/] B GonbIIMHCTBE Cy4yaeB CBS3aH C MyTaluen
TE€HOB — PEryIsSTOPOB MHCYIMHOBOM CEKPELMU; IO-
pa3no peke NpUYMHOM MOT'YT CTaTh MyTallui FEHOB —
peuentopoB uHcynuna. MI'CJl moxeT mporekaThb
H30JIMPOBAaHHO JIMOO NPUCYTCTBOBATH B COCTABE TAKUX
F€HETUYECKHUX CUHAPOMOB, Kak CHHApOMBI JlayHa,
Knaitngpensrepa, Tepuepa, Bonsdppama, Jloypenca-
Myna-bunns, [Ipagepa-Bunu, arakcus @punpeiixa,
xopesi XaHTUHITOHA, opupus U ap. JuarHoctuka
MI'CIl npenacraBiseT onpeaeneHHble TPYJHOCTH, TaK
KaK TpenrnojaraeT 3HaHue KIMHUYECKUX OCOOCHHO-
CTE OTIEeNbHBIX BAPUAHTOB U TPEOYyeT MOJIEKYIIIPHO-
TreHEeTHYEeCKoro noArBepxaeHus. EcTe HaOmoneHus,
4yTo OONBIIMHCTBY manuentoB ¢ MI'CJ] B nebroTe
omnbouyno auarnoctupyercs CJ{ 1 winu 2 TUIOB, 4TO
MOXET HEraTUBHO BJIMATH Ha BHIOOpP CTapTOBOH Tepa-
MU, IPOrHO3MPOBAHUE CTENEHH PUCKA U TPOBEICHUE
MIPEBEHTUBHOTO MOHMTOPUHIA CPEAH APYTHX UYJIECHOB

cembH. [1o TeM e mpuUUMHAM CIOKHO CyAUTH 00 UC-
TUHHOM paclpOCTPaHEHHOCTH AAHHON MAaTOJOTHH B
nperckoi nomynsauuu. MI'CJL ciaenyeT 3amoqo3puTh
MIPY HAJIMYHH CIIEAYIOIINX XapaKTePUCTUK, KOTOphIE HE
SBJISIFOTCS 2DCOTIOTHBIMH M JOJKHBI PACCMATPUBATHCS
B COBOKYITHOCTHU C OTCYTCTBHEM TUNMUHBIX Ansa CJI 1
WIH 2 CHMIITOMOB:

* ayTOCOMHO-JJOMMHAHTHBIM TN HacnenoBanusa CJI;

* COYETaHUE C BPOXKICHHON HEHPOCEHCOPHOM Iy~
XOTOM, aTpodueil 3pUTETBHOTO HEPBa, XapaKTePHBIMH
CUH/IPOMAJIbHBIMH NPOSBICHUAMU;

* HHCYIMHOPE3UCTEHTHOCTD, HU3Kas HOTPEeOHOCTD
B MHCYJIMHE C BO3MOXHOCTBIO MTPEKpAIeHUs HHCYIH-
HOTepanuu B (aze YaCTUUHOH PEMHUCCHUH;

* OTCYTCTBHE ayTOAHTHUTET;

* BapuaHThl MaHUu(eCcTa B HEOHATAJILHOM NIEpHO/IE
Wi B myOeptare [6, 7].

MBEI 0CTaHOBUMCS Ha XapaKTEPUCTHKAX HEKOTOPBIX
HaunOojee u3ydeHHsix BapuantoB MI'CJL, B pe3yibTa-
T€ MPaBUIBHOW JHAarHOCTHKU KOTOPBIX CYIIECTBYET
peanbHas BO3MOXXHOCTh BMEIIATENBCTBA B TEPAIHIO C
yAy4LIeHHEM IPOTHO3a TeueHus 3a00neBanus. [ oBops
o MI'C/I ¢ neGroToM B paHHEM BO3pacTe, U3BECTHOM
noj Ha3zBaHueM HeoHatansHoro CJI, ciemyer obcy-
qute MI'CJl BciencTBue aKTMBUPYIOLIUX MyTalui
rera KCNJ11, kontponupyromero 3akpeitue ATD-
3aBUCUMBIX KanueBbix kaHanoB (Kir 6.2), u MI'CJ]
BCIIEICTBUE MyTalliH I'eHa PeLenTopa CyabpoHUIMOoue-
BuHb ABCC8 — SURI. Knnanyecku B 0001X caydasx
BO3MOKHO Pa3BHUTHE Kak MEPMaHEHTHOTO (Yalie mpu
Kir 6.2), Tax u Tpan3utopHoro HeoHataiabHoro C/I. [Tpu
MI'C/] Kir 6.2 B 90 % ciryuaeB MyTanusi CHOHTaHHas,
HACJIEICTBEHHOCTh HE OTATOILIEHA, OJHAKO OMMCAHbI
U ceMeiiHple ciydau. Y OONBbIIMHCTBA MalMEHTOB
uMeeT MecTo u3oiaupoBaHHas knuHuKa CI; y 20 %
CII coueraercs ¢ 3aep>KKOI HEPBHO-TICUXUYECKOTO
passutus, armnencueii (Development delay, Epilepsy,
Neonatal Diabetes, niun DEND-cunapom). B neGrore
y TPETH MaLMEHTOB Pa3BUBAETCS KETOALNI03, MOXKET
He oOHapyxwuBarbcs C-nentun. MI'CIl SUR1 takxke
MOJKET MPOTEKaTh M30JIMPOBAHHO WM C 3aJ€pKKOI
HEpBHO-TIICUXWYECKOTO pa3BUTHs. PaHee B Tepanmuu
peKoMeHI0Banach Tepanusd MHCYyIMHOM. OJHAaKO HC-
CJIEOBaHUSMH MOCIEIHUX JIeT OblJla YCTAaHOBIICHA
BbICOKas 3G ()EKTUBHOCTH TEpamuu Npernaparamu
Cynb(OHUIMOUYEBHHBI B BBICOKUX A03aX 0e3 pucka
TUNOTITUKeMUH. Pe3ynbrarsl HaOMoaaTenbHBIX Uccie-
JIOBaHUH CBHUAETENHCTBOBAIN TaKKe O BO3ZMOXXHOCTHU
MOCIIEAYIOLIETO CHUXKEHUS 103bI CyTb(OHUIMOUEBHHBI
TIPY COXPAHEHHUH XOPOILIETO IMHUKEMUYECKOTO KOHTPOJIS.
Ectb 3apy0exHbIe myONn1Kayy, CBUAETENBCTBYIOLIIE O
COXpaHEeHUH Y YacTu OOJBHBIX B BO3pAcTe OT 3 MECSIIEB
10 36 neT, MOoNMy4aBIINX IMpenaparsl CyIbQOHUIMO-
YeBHHBI, CTOWKON KOMIIeHcaluu Oonee 1 roma mocne
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OTMEHBI paHee Ha3HAYEHHBIX NpenapaToB HHCYJINHA, a
TaKXe 0TeYeCTBEHHbIE HAOMIONEHH YTy LIeHHUs MeTa-
00JIN4eCcKOro KOHTPOJIS IPY Ha3HAYeHUH TpEenaparoB
CyNb(OHUIMOYEBHHBI Y paHee IeKOMIIEHCHPOBAaHHBIX
0obHBIX [8—14].

K MI'CJ] ¢ ne6GroToM B MOJIOZIOM, Hariie myoeprar-
HOM, BO3pacTe, oTHocsATcs BapuaHTel MODY (maturity-
onset diabetes of the young), BO3MOKHOCTb KOTOPBIX
ClIeyeT paccMaTpuBaTh BO BCEX CIIydasix, KOrna mpH-
CYTCTBYET ceMeiHbIi aHamHe3 Aauabera. M3BecTHO,
YTO K €ro BOZHUKHOBEHHIO NMPUBOJAAT ayTOCOMHO-
JIOMUHAHTHbIE MYTallUl B I'€HaxX, KOIUPYIOIIMUX ClIe-
nytoume 6enku: mmokoknHazy (GCK, tum MODY?2);
spepublid ¢pakTop remarouutoB la (HNF-la, Tun
MODY 3); ssnepHblii hakrop remarounToB 4o (HNF-4a,
tut MODY 1); daxrop 1, perynupyronuii 3KCIpeccHio
rena uncynusa (IPF1, tum MODY4); sinepusiii dak-
top renatorutoB 1 (HNF-1p, Tum MODY'S); dakTop
1 neiiponansHOil nuddepenunpoBku (NeuroD1/p2,
turt MODY6) [15-19]. B nacrosiiee BpeMst ornucano
oonee 10 BapuanToB MODY; k HaubGoee 4acThiM OT-
nocsaTcs MODY3, MODY 1, MODY?2. Haubonee yacto
BCTpevaromuMucs HapymenusiMu npu MODY-auabere
SIBIISIIOTCSI MyTALMH B T€HAX, KOAUPYIOIINX [IIFOKOKWHA-
3y U TpaHckpunuuonHeiid pakrop HNF1a (oxomo 2/3
ciy4daeB) [19]. B rerome uenoseka nokyc rera HNF-1a,
pacrmonoxeH Ha 12q XpoMocoMe 1 TpaHCKpHOUpyeTcs B
KJIETKaxX IeYeHH, OKETyA0UHOM AKene3bl, IOYeK U psizie
npyrux opradoB. Tpanckpunt rena HNF-1a sBngercs
TPaHCKPUILIMOHHBIM (PaKTOPOM, KOTOPBIH PEryJIupyeT, B
YaCTHOCTH, SKCIIPECCUIO T€HA MHCYIMHA U TpaHCIIopTepa
rmoko3bl GLUT-2 B B-kiIeTKax MOIKEITYL0IHOU
xenessl [20]. K HacTosmeMy MOMeHTY B OOJIBLIMHCTBE
nonynsinuid odHapyxeHo okono 414 myrtanuid B
IPOMOTEPHON W Kogupylomei obnactsax reHa [21].
Kmnangeckn MODY 3 xapakrepuzyeTcst OTATOLEHHBIM
no CJ] ceMeliHBIM aHAMHE30M — HACJIEIOBaHUEM I10
ayTOCOMHO-IOMUHAaHTHOMY THITY, «MSTKHM» HauyaaoM
0e3 CKJIOHHOCTH K KEeTOalua03y, BO3MOKHOCTBIO
HOPMOTIJIUKEMUHN HATOILIAK C BBHICOKUM (> 5 MMOJB/M)
MPUPOCTOM INIMKEMUH B OTBET HA YIVIEBOJHYIO HArpy3Ky
B CTaHJapTHOM OpPaJIbHOM INTIOKO30TOJIEPAHTHOM TECTE,
CHIDKEHHBIM ITOYEYHBIM IIOPOTOM, B CBSI3U C UEM MOXKET
ONpeNeNAThCS TNIIOKO3YpHUs MPU HOPMOIIIMKEMUH,
NPOJODKUTENBHBIM (> 3 JIeT) MepHoIOM «MEIOBOTO
Mecs1a», AAUTEIbHON COXPAaHHOU HMHCYIMHOBOH
cekpenueit ¢ ypopHem C-menTujaa B mpeaenax
pedepencHoro nuanazona. JlanHele 0COOEHHOCTH
3aTPYyIHAIOT paHHIO auarHoctuky C/I, uro Bnmser
Ha pPa3BUTHE COCYAUCTHIX OClOXHEHUH. Mmeer
MECTO BBICOKas 4yBCTBHUTEIBHOCTb K Ipenaparam
Cynb()OHUIMOUEBHHBI, HA3HAYEHHE KOTOPHIX MTO3BOJISIET
JOOUTHCS YIIyYLICHNUS TIUKEMHYECKOTO KOHTPOJIS Y
paHee JeKOMIIEHCUPOBAaHHBIX 00JIbHBIX. [IpH BEICOKOM

pHCKE TUIIONIMKEMUI HEKOTOPBIE aBTOPHI PEKOMEHTYIOT
3aMeHy IIpenapaToB CyIb()OHUIMOUEBHHBI HA ITTMHHUIBI
(namnp., Harenmuaun) [22]. C/I BeneacTBre MyTaluy reHa
HNF-40 (MODY 1) no KIMHUYECKUM XapaKTepUCTUKaM
U TepareBTHYECKOM TaKTUKE MON00CH MPEabIAyILEMY
BAapUaHTY, HO OTCYTCTBYET HapylIE€HHE MOYEYHOTO
nopora. Moxet ObITh JUarHOCTHPOBAaH, KOTJa HMEIOT
MecTo KiauHudeckue nposisienns MODY3, Ho mpu
T€HETHUYECKOM HCCIEOBaHUM HE MOJITBEPKIaeTCs
myTtanusa rena HNF1a.

C/l BciencTBue MyTalMM IFeHa TTIOKOKHMHA3bI
(MODY2) cnoxeH [jsi TMarHOCTHKH H3-3a CKYI-
HOCTH mnposiBieHui. Hacnenyercst mo ayTocoMHO-
JIOMUHAHTHOMY Tuny. KiuHMuYeckne CUMOTOMBI, Kak
MPaBUJIO, OTCYTCTBYIOT. XapaKTepHBIMU SBIAIOTCS
JIIUTENbHAsd «MArKas» TIUKeMus Hartomak (5-8,5
MMOJIb/1T), BEICOKOHOPMAaJIbHBIM WM MOTPaHUYHBIN
yposenb Hb, | ., HEBBICOKHMI TPUPOCT rukemuu (< 3,5
MMOJIB/IT) Yepe3 2 Yaca Mocie Harpy3Kd IIIOKO030ii,
clydyad TUNEPITTMKEMHH HATOLIAK WJIM HETSKEJIO0Tro
CJI cpenu poACTBEHHUKOB. YCTaHOBJICH HU3KHUM PUCK
COCYIUCTHIX ociiokHeHnH. OTBET Ha papMaKoTEpaInio
(opanbHBIE caxapOCHWKAOLIHE TPeTapaThl, HHCYJINH)
HU3KUH, B OOJBIIMHCTBE CIIy4aeB B IETCKOM BO3pacTe
MAIMEHTHl HE HYXXAAI0TCA B MEAMKAMEHTO3HON Tepa-
nuu [8, 23, 24].

B kadecTBe COOCTBEHHBIX KIMHUYECKUX Habmoe-
HUUI MBI IPUBOAMM HCTOPUU JIByX CeMeM, B KOTOPBIX
0bU1 quarnoctupoBan MODY 3.

Cembs 1. [Tauuent b., BnepBbie oOpaTuics B
BO3pacTe 5 JET M0 MOBOAY MOBBIMIEHUS INIUKEMHUHU
npa"guanbHo A0 8,5 MMons/n. Ilpu obcnenoBanun
YCTaHOBJICHA CEMEHasl HCTOPUS CaxapHOTO AnadeTa
1o MaTepuHCcKoi TuHUN — CJI OONBHBI MaTh, TETA U
0alymika. 3 anaMHe3a manueHTa yCTaHOBJICHO, YTO
OH ponuics oT 1 GepeMeHHOCTH, MpOTEeKaBIIel Ha
¢one C/I 1, xporndeckoro nuenoHepura eTMHCTBEH-
HOM MOYKH, ay TOUMMYHHOTO THPEOUINTA, TOKCHKO3a,
TecTo3a, ypeaniaazmMo3a, KaHAuJI0MaTo3a; Ha cCpoke 6—7
Hel. — yrpo3a npepsiBanus; 17 Hex. — obocTpeHue
XpOHUYecKoro nuenonedpura. Pogsl npexaeBpeMeH-
HbIe Ha cpoKe 35 Hezaenb, MyTeM KecapeBa CeueHus,
oneHka no mkaie Amnrap 7/7 6.. Inuna Tena mpu
poxnaennu 48 cM, Macca 2980 rp. Ha mepBom roxy poc
1 pa3BUBaJICS 110 Bo3pacTy. Habmromancs HeBpoiorom
1o noBoay nepuHaranbHoro nopaxenus LHTHC. U3
MIEPEHECEHHBIX COCTOSHUH — B 6 MecCsIeB OCTPbII
nuenoneput, B 2011 rogy BHepBble THATHOCTHPO-
BaHBl HApYyIIEHUs pUTMa cepjla — TpaH3UTOPHAas
a-v Omokanma 1-2 cremenu. 3aHumalcs npodec-
CHOHANIbHO cropToM (Xxokkeit). [Ipu oOcnenoBanun
umen Bec 28 kr, poct 132 cm, SDS pocra +0,9 cwm,
UHJIEKC Macchl Tena 16 kr/m?. YpoBeHb IIIMKUPOBAH-
HoTO Temornobuna 5,05 %, C-nentun 3,51 (Hopma
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1,1-4,4), toKo3ypHUsl OTp., TIOKO30TOJIEPAHTHBIHN
TECT: INIMKEMUS HaTomak 4,79 MMOJb/1, HHCYIUH 32
(17,8-173,0 nmMmonw/a) , 4epe3 2 yaca MOCje HArpy3-
KM TJIIOKO30# — Tiukemus 5,07 MMOJIb/1, YPOBEHB
WHCyAUHa 67,3 TIMOJIB/T; 1O AaHHBIM MOHUTOPHUPO-
BaHUS YPOBHS IJTUKEMHUH B TOM YHCII€ HEIPEPHIBHOM
CYTOYHOM MOHHUTOPHpPOBaHUM cuctemoir MiniLink,
ypOBeHb IMHKeMUH HaTomak 3,81-4,87 mmoinb/n,
nocrnpasauansHo 4,0—8,2 MmMounbe/n. Habmompaercs
B lleHnTpe B TeueHue 2 neT, HapyLICHUS YTIEBOJHOTO
oOMeHa He IPOTPECCUPYIOT.

Ucropus marepu (34 rona): nedrot CJI B Bo3pacre
13 mer cmydaiiHO, IpU OOCIEAOBaHUM AJIS YTOYHE-
HUs TeHe3a aHeMuu. BrisiBieHa runepriaukemus 13
MMoub/n. JIo 17 ner Haxoamiaach Ha JAUETOTEPAIIHH.
B Bo3pacre 17 et nporpeccupoBaHUe TUIEPIIUKEMUN
110 20—25 MMOJTB/JT, B CBSI3U C YE€M NPUCOCAMHEHA HHCY-
nunotepanus (Jlantyc, Xymanor) B 6a3nuc-001r0CHOM
pexume. [MukupoBanHblii remornooun 8§ %. U3
COMYTCTBYIOIIEH MATOJIOTUH UMEET MECTO XPOHUYE-
ckuil nuenoHedput, ocnoxxHusmmiica B 2001 roxy
abcIieccoM TMOYKH, MO MOBOJAY Yero Oblla MpoBeeHa
JICBOCTOPOHHSIS HE(DPIKTPOMHUSIL.

Ucropus 6abymiku (56 net): nedror CJ1 B Bo3pacre
okou1o 50 JIeT, HaXOAUTCS Ha MHCYIUHOTEPAIIUU, UMEIOT
MECTO JITUTENbHBIE SMU30bl CAMOCTOSITEILHON OTMe-
HbI HTHCYJMHOTEPANK, KOHTPOJIb TNIMKEMUU — PEIKUH,
oueTy He coOmonaeT. YryOJaeHHO He oOcienoBaHa,
JAHHBIX 32 HAJIMYHME COMYTCTBYIOIIEH MaTOJIOTHH HET.

Uctopus tetu: Jledror C/I B Bo3pacte 16 ier,
nHcynuHortepamnus ¢ 30 ger. Ctporo nueTu4eckue
PEKOMEHIallMU HEe COOIIONAeT, KOHTPOIh IITUKEMUU
HenocTtoAHHbIU. [IpoxuBaer B I'epmanuu, nostomy
B HacToOsIIee BpPEMS MOJEKYIAPHO-TEHETUUYECKOE
oOcnenoBanue He MpoBeneHo. Y ee godyepu ¢ 13 et

OTMEUEHBI JIETKUE TUMIOTIMKEMUYECKUE COCTOSTHUS Ha
(oHe Ppu3nuecKoil Harpy3KH.

[Ipu MoneKynsIpHO-TeHETUYECKOM UCCIIEIOBAHUN
Bcex Koaupyromux 3k30H0B reHa HNF-1a metonom
NpsIMOTO JABYHANPaBICHHOTO CEKBEHUPOBAHUSA Ha
anmnapate ABI PRISM 3130 nocne Beigenenus JJHK
3 TUMGOIUTOB nepudepuueckoll KPOBU METOIAOM
(heHoI-x10pOhOPMHON IKCTpPAKIMU OOHApykKEHA
myTtamus rs137853243 P112L, accounupoBaHHas C
nuaberom tuma MODY3. Jlannas myrtanus oOHa-
pykeHa y manuenta b., ero mambl u 0a0ymiku. W3-
BECTHO, YTO MpPHU JaHHOW MyTaluH, MPUBOASIICH K
norepe (GyHKIUHU OeKa, CHUYKAETCS €T0 CIIOCOOHOCTh
cneruduyuHO cBsA3bIBaThHCH ¢ caiitom Ha JIHK, uto mpu-
BOJMT K MTOJIABJICHUIO TPAHCKPHUIILIUHU JIOKYCa-MUILIEHU
(Puc. 1, 2).

Takum o0Opa3oMm, B pe3yibTare MOJATBEPKIACHUS
BBIIIICHA3BAHHOW MYTAllMH Yy TalfieHTa — peOeHKa
5 neT — Ha JOKIMHUYECKOH CTanu ObLI JUArHOCTH-
poBan MoHOTeHHBIH tuadetT (MODY 3), yTo mo3BONMIO
CIUIAHUPOBATh MPOTPAMMY MOHUTOPHUHTA TIUKEMHUH,
BO3MOXKHBIX MUKPOAHTHUONATUH, & TAKIKE ONPECIUTh
KOMILJICKC PEKOMEHIANNI 10 00pa3y KHU3HU U JUETO-
Tepanuu, HAIIPABICHHBIX HA MPEAOTBpAICHIE MaHU-
(hecramum muabera.

Cemba 2. Ilanuentka A., 4 net, HaOIIOHAETCA B
KIrHUKe ¢ ceHTA0ps 2013 r. O6parunacs ¢ xanodamu
Ha HECTAOUIBHBIN YPOBCHD MIIMKEMHUH C IICIBIO YTOU-
HEHUSI TeHe3a MaToJIOTHH, T0100pa Tepariy U OTpeie-
JICHUsI NallbHEWIIEN TakTUKU BeAaeHus. M3 anamuesa:
OT TpeThel HOPMaJIbHO MPOTEKAaBIIEH OEPEeMEHHOCTH,
TPETHUX CPOYHBIX ONEPATUBHBIX ponoB. [Ipu poxaenun
muHa tena 50 cM, macca 3300 rp. Ilepuon HOBOpOXK-
JeHHOCTH 0e3 ocobenHocTeil. Pocna u pasBuBanach
o Bo3pacTty. U3 nepeHeceHHBIX COCTOSHUM — pPeIKue

Pucynok 1. Cembs 1. Pesyabrarsl cukBenca rena HNF-1o — myranms rs137853243 P112L
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Pucynok 2. Hacienopanue myrauum rs137853243 P112L cpeau KpoBHBIX POACTBEHHUKOB

Cemba 1

R [
Y —

O

- Hapywe une
yiaeaonHo 1o oBmena

OPBU. O6pamana BHIMaHNE CHITBHAS CeMEHHas UCTO-
pus HapyIICHWH YIIIEBOAHOTO 0OMEHA IO OTIIOBCKOMH
TUHAA (Iel, mpajel, TBOIOpomHas 0adyITka uMeTn
muardo3 CJI 1; y oTIa u TeTH IMEIOT MEeCTO THTIEPTIIH-
keMu# 10 10 MMOJIB/I1 — He 00CienoBaHbl, JUAarHO3
HE YTOYHEH, Tepalny He MOITydai).

BriepBrie 00paTuirch K SHIOKPUHOJIOTY B STHBape
2013 B CBsI3U €O CITyYaifHO BBISBIICHHOH TITFOKO3ypHUEH
(2,8 mmonp/m) B oOmmem ananm3e Modn. Jlanee B mroHe
2013 1. Ipu KOHTpPOJIE TIIMKEMHH OblIa YCTaHOBJICHA
THUICPIIIMKEMHST HaTOMIaK 7,1 MMOJIB/JI, COTIPOBOKIAB-
Iasicsi TIIOKO3ypHeit 2,8 MMOITb/J1, Ha oHE Uero oo1iee
COCTOSTHHE PeOEHKa OCTaBaJIOCh YIOBJIETBOPUTEIHHBIM.
IIpu yrmyonennom obcnemosannu KOC: pH 7,37, BE
4,7 mmonb/n, ypoBeab HbAlc 10,5 %, uacymun 2,0 MKE/
w1 (cHkeH), C-rrenrtrn 0,8 Hr/MiT (CHIDKeH). BrimonaeH
CTaHJIapTHBIN NIEPOPAITbHBIN IITFOKO30TOJIEPAHTHBIN TECT:
TIIMKeMESI HaTorak 4,67 MMOJIB/JI, depe3 2 Jaca mocie
Harpy3K# TIIIOK030# 8,62 MMonb/i1. JlnarHocTupoBaH
C/1 1 tuma; mocie KOpOTKOTOo Kypca HHCYIUHOTEPAITHH
BCIIE/ICTBHE THITONIIMKEMHI OTMEHEH HMHCYITH, PEKOMEH-
JIOBaHa JIFieTa © MOHUTOPUHT TIINKEMHUH.

HabromaeTcst B S9HIOKPHHOIOTHYECKOM OTICTICHUH
OI'bY «PICKD M. B.A. AnmazoBa» ¢ cCeHTIOps
2013 1. Knuandecku: COCTOSTHHE YIOBICTBOPUTEh-
Hoe. Korcrurymust Hopmoctenndeckasi. CoctosHue
MUTaHuS yaoBiaeTBoputenpHoe. Bec 18.1 kr, SDS
Beca +0.5. Poct 104,5 cm, SDS pocra —0,2, uHIEKC
Macchl Tema 16,57. [lomoBoe paseutue mo TanHepy:
Mal, Ax1, P1, Me (-). 1o opranam u cucremam 6e3
ocobenHocreit. [1o TaHHBIM ITPOBEAEHHOTO 00CIIEI0BA-
HUS: TTUKAPOBAHHBIN TeMOTIIO0NH 6,25 %; 110 TaHHBIM
MOHHTOPHPOBAHMS yPOBHSI NTUKEMHH, B TOM YHCJIE HE-
MIPEPHIBHBIM CYyTOYHBIM MOHUTOPHUPOBAHNEM CHCTEMOI
MiniLink: mroko3a KpoBH HaTOIIaK B mpeaenax 5,9—
6,73 MMOJIB/J1, TOCTIIpaHARATEHO — 6,0—9,9 MMOITE/1.

brina HazHaueHa WHCyIWHOTepamus (MHC. XyMYIHH
NPH B noze 1 EJI), Ha hoHE Yero KOHTPOIH TTTUKEMUN
VIOBJIETBOPHUTEIBbHBINA. [Ipr KOHTpOIHEHOM 00CIEeno-
BaHnu B Mapte 2014 1. kimmanYecku: Bec 17,5 KT, pocT
108 cm, + 3,5 cm 3a mpomemmme 6 mec.; SDS pocta
—0,2 cM, mHAEKC MaccH Tena 14,57. JlabopaTopHO:
IMKUPOBAHHEIN reMoriobuH 6,12 %, ypoBeHb Xoie-
crepuHa HopManm3oBaics (3,8 MMOB/T), TIIMKEMHH
Haromak 4,52—6,3 MMOJIB/J, MOCTIPaHIHAIHHO —
6,1-10,1 mmoms/n. [larmeHnTka IpomxoIDKaeT MoTydarh
WHCYTHHOTEPAINIO, 103a MOCTENIEHHO MMOBBIIIAETCS,
ObL1a mepeBeicHa Ha 0a3uC-00FOCHBIN PEeKUM.

VYV aByx ONMHM3KWUX POACTBEHHUKOB (oTma 39 met
M ero cecTphl 37 JIeT) BHIABICHA THIICPIIIMKEMHUS IO
12—15 mmonsw/n, nuarnoctupoBan CJI. Panee o6a
POACTBEHHUKA HE 00CIEIOBaNNCh, KINHUIECKUE
CHMITTOMBI OTCYTCTBOBaJH. Taxke ObLTa 00CIeIoBaHa
MJIa/Imas cecTpa MalueHTKH B Bo3pacte 1 roga —
HapyIIeHWH YTJIEBOAHOTO OOMEHa y Hee BBISBICHO
He ObLIO.

«Msrkoe» Te4eHne caxapHOTro AnadeTa, JITUTeIb-
Hasl HU3Kasi HOTPeOHOCTh B WHCYJIMHOTEPAIINH, CHITb-
Has ceMelfHas UCTOpHs AradeTa 1Mo OTIIOBCKOM JTMHUH
SIBIJTUCH OCHOBAaHUEM IS TIPOBEICHIS MOJIEKYIISIPHO-
TeHeTHIeCKOTo o0cemoBanus. Cpenu poaCTBEHHUKOB
BTOpPO# CEMBU y IBYX CeCTep, OTIa M TETH OBLT 00-
Hapy’>XeH OJHOHYKJICOTHIHBIA MOINMMOP(HU3M B TE€HE
HNF-1a rs1169288 I127L. B cinydae nuabera Tuma
MODY nmansbiii nomuMopdu3M ONMMCcaH KaK OWH W3
HanOoyiee MUPOKO BCTPEUAIONIUXCS B MOMYJISIINH.
OpHaKO CYIIECTBYET P/ JaHHBIX CBUIETEIHCTBYIOIIHX
B ITOJTB3Y CEPHE3HOM MPEAPACTIONOKEHHOCTH Y HOCUTE-
ne#t marHoro momuMopdusma k CJ1 2 B Goiree mo3mHeM
Bospacrte [25] (Puc. 3, 4).

Hcropwust BTOpo# CeMbU CBUIETENBCTBYET 00 0CO-
OenHOCTAX ne0rora 1 TedueHuss MODY 3 — «Msrkomy»,
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Pucynok 3. Cembs 2. PesyabTarhl cukBeHca rena HNF-la —
OTHOHYKJIEOTHAHBII moauMoppusm B rene HNF-1o rs1169288 127L
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KIMHUYECKH MaJOCHMIITOMHOM Hadaje, AJIUTEIbHO
coxpaHsouleics HU3KOH MOTPEOHOCTH B MHCYJIHMHE
y manuenTa 0e3 u30bITKa Macchl Tena. [lanHbie oco-
OEHHOCTH MOTYT NPUBECTH K MO3AHEH AMAarHOCTHKE
3a00J1eBaHusl, BBICOKOMY PHUCKY MHKPO- U MakKpOaH-
THOTIAaTUH, KOTOPhIE MOTYT OKa3aThCs NMEPBBIM MpPO-
SIBJICHWEM JTaHHOTO 3a0oneBanus. [Ipu 3ToM 3HaHUS O
nonuMophu3Me, MpeapacnonaralomeM K CHHKSHUIO
WHCYJIMHOBOM CEKpeIuu, 1 NepeaaroIeMcst B MOKO-
JICHUSX, CIIOCOOHBI MOBBICHUTH HACTOPOKEHHOCTH B
OTHOIICHUH KOHTPOJISI INIUKEMHH, COOTIOZICHUS TIPE1O-
CTOPOXKHOCTEH B MMTaHUH U 00pa3e )KU3HH, CIIOCOOHBIX
MPeAOTBPaTUTh MaHU(pecTaluo 3a00IeBaHUS.

B 3akmoueHue crienyetr noauepKHyThb, YTO YTOY-
HEHHE DTHOJIOTHYECKOr0 THIAa AuadeTa, BBLISBIEHHE
MOHOTEHHBIX €TI0 BapHaHTOB CIOCOOHO HE TOJHKO
O0OBSICHUTh HEKOTOPBIC KIMHUYECKUE OCOOCHHOCTH
TEYCHUs 3a00JICBaHUS U META00INIECKOTO KOHTPOIIS,
HO Y J1IaTh BO3MOXKHOCTB ITyTeM 00CIIeIOBaHMsI KPOBHBIX
POICTBEHHHKOB BBISBIIATE 3200JIEBaHHE HA paHHEH, J10-
KJIIMHUYECKOU CTaJUH, OCYIIECTBIIATH POTPaMMBbI, Ha-
MPABJICHHBIC HA IPEBEHIIMIO U OTJAICHUE KIIMHUYECKOM
MaHu(pecTanuu OOJIe3HH, HEM30EKHO COIPSHKCHHON
C PUCKOM CITEIU(PUICSCKIX COCYIUCTBIX OCIOKHEHUH
muabera. B npeacTaBneHHBIX HAMU KJIMHUYECKUX Ha-
OmoneHusx yctaHoBneHue nuaraoza MODY npuseno

PucyHok 4. BeisiBileHHe 0THOHYKJICOTHHOTO noanmMopgu3ma rs1169288 1271 cpean KpOBHBIX POACTBEHHUKOB
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K JOKJIMHUYECKON TUArHOCTHKE y HamOoliee FOHBIX
YJICHOB CEMbHU M YCTAHOBIICHUIO IMAarHo3a MaHudect-
HOTO quabeTa y Oojee cTapiiuX POoJACTBEHHUKOB, YKe
WUMEBIINX 3HAYMMYIO THIIEPIITUKEMHIO, HO HE 00CIIe/10-
BAHHBIX PAHEE B CBA3U CO CKYJHOCTHIO KIMHUYECKUX
nposiBiieHU. bonee Toro, moATBEpKIACHUE CUHIPO-
MabHOTO Bapuanta MODY 3 00bsCHIIIO peHAIBHYIO
MaTOJIOTUIO Y OJHOTO U3 YJIECHOB MEPBOU CEMBU U
0003HAYMIIO HACTOPOKCHHOCTh B 3TOM OTHOIICHUHU
JUIS1 BCEX OCTAJIbHBIX POJCTBEHHUKOB, HMEIOIINX MO~
TBEPXKJCHHYIO MyTaluio B a)()eKTHOM TCHE.
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