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l[eHeTnyeckne HapyweHna OyHKUMM B-KneTok
NoJKeNyAOoUHON »Kenesbl U/vnu $pakTopos, yya-
CTBYIOLNX B MeTaboNM3Me roKO3bl, JIeXaT B OC-
HOBE MOHOTeHHbIX GOpM caxapHoro puabeta.
[unarHocTka caxapHoro puabeta Tuna MODY
npeacTaBfifAeT C/I0XKHOCTb B CBA3W C PeAKOCTbIo
BbIABMEHUA B peasibHOW KAVHWUYECKOW MpaKTu-
Ke, HeobXoAMMOCTbIO WCMONb30BaHWA MOJEKY-
NAPHO-TeHeTNYECKOro WCCeAoBaHNA AnAa noj-
TBEpXKAeHNA cneundmnyecknx myTtauuin. Owmnobkm
B AVArHOCTMKe caxapHoro Auabeta 3Toro Tvna
MOryT NPYBOAUTL K HEBEPHOMY Bbl6OpPY caxapo-
CHUXKaloLLen Tepanun, YTo CTaHOBUTCA K/lOUEBON
npobnemoii B ne4eHnmn Takmnx 60NbHbIX. B onucaH-
HOM KJIMHMYECKOM HabJiofleHnn AnarHo3 caxap-
Horo avabeta MODY3, cBA3aHHOrO C MyTaLuAMU
B TpaHcKpunuymoHHom dakTope HNF1A, 6bin nog-
TBEPX/EH BO BpeMA 6epemMeHHOCTV MauueHTKM,
TO ecTb cnycTa 6onee 15 neT or MaHudecTauum
3aboneBaHNA B AETCKOM BO3PacTe, HECMOTPA Ha

TUMWYHbIE MPOABNEHNUA U Hanuune creunduye-
CKOTO CemeliHOro aHamHesa. OnTUMK3MPOBaTb
PaHHIO AVMArHOCTUKY Vi BEAEHWE AAHHOW Korop-
Tbl 6OJSIbHBIX MO3BOMAT HAKOM/EHWE TeopeTnye-
CKUX 3HAHWI 1 MPAKTUYECKOro OMbiTa, a TaKXe
pacliMpeHne ANArHOCTUYECKNX BO3MOMKHOCTEN,
B TOM YWC/IE YBENMYEHME LOCTYMHOCTY MOJIEKY-
NSIPHO-TEHETNYECKOrO NCCIe0BaHNS.

KnioueBble cnoBa: caxapHblii guabet, MODY,
MONEKYNAPHO-TeHeTMyeckoe uncciefoBaHue, My-
Tayma

[na untupoBaHma: [lemmaosa THO, Mpuukesny EHO,
banytnHa OB. MyTtaumm B reHe HNFT1A Kak mpuunHa
caxapHoro anabeta MODY3: onwvcaHve KaMHWUYeCKo-
ro HabmofeHWA. AnbMaHax KIMHUYECKOV MeaMLVHbI.
201947(2):180-5. doi: 10.18786/2072-0505-2019-47-021.

MocTtynuna 18.02.2019; npuHATa K Ny6amKaumm
16.04.2019; onybnmkoBaHa 13.05.2019

axapuplit guaber Tuna MODY - opna us

MOHOTeHHBIX (OpPM CaxapHOro Auabera.

Bepudumkanus pumarHosa Ipepnosara-

eT IpOBefieHNe MOJIEKY/ISIPHO-TeHeTude-
CKOTO VICCTIEOBAHVSI VI CYMTAETCSI K/IIOYEBBIM (Dak-
TOPOM YCIIEIIHOTO JIeYeHus MHalyeHTa. VI3BecTHO
14 renos-kanguzpatoB MODY, coobpasHo ¢ atum
BbIienieHo 14 nmogtunos MODY [1]. MODY3, cBa3aH-
HBIIl C MYTAL[UsIMU B TPAHCKPUIIIMOHHOM (aKTope
HNFI1A (spepHblit pakTop remaTonuToB l-anbda),
OTHOCUTCSI K OFHOI M3 CaMbIX PacHpOCTpaHEH-
HBIX (OpPM MOHOTEHHOTO caxapHoro amuabera [2].
MyTtanunu B reHe HNFIA npuBOJAT K HapyLIEHUIO
CeKpeluy MHCYIMHA K/IeTKOM, OJHAKO MeXaHU3M
JIO CUX IIOp IOMHOCTBIO He 13ydeH. Boee Toro, kak
y camux manuento ¢ MODY3, tak un y ux pog-
CTBEHHMKOB CTelleHb HapyLIeHMs CEeKpel[uy MHCY-
JIMHA MOXKET OBITh YPEe3BBIYAIIHO M3MEHYNBOIL, ITO

yKasbIBaeT Ha BEPOATHOE B/IMsSHIE IeHOB-MOgUPMU-
karopos. PacnpocrpanenHocts MODY He BHonmne
ACHA, TaK KaK HeT YeTKUX KPUTepUeB BKIIOYEHMS
B JICCTIE[IOBaHMA, 2 CTOMMOCTb MOJIEKY/APHO-TeHe-
TUYECKOTO MCC/Ie/J0OBAHNA JOBOIbHO BbICOKA.

K HacTosmemy Bpemenn B rene HNFIA ommcaHbl
6onee 400 pasnuunbix Mmytanmit. Hambonee gacto
BCTPEYAIOTCA MMICCEHC-MyTaljii, HEPEKO — MyTa-
MM 1O TUIYy CABUTA PaMKM CUMTHIBAHUA, peXe —
MyTalMM caiiTa CIIa/iCMHIa, HOHCEHC-MyTaluM,
nenenun [3].

Knuunueckas xapTruHa 3abo/eBaHNUS BecbMa
BapuaTuBHa. B cpefHeM f10 JecATUNIETHETO BO3pac-
Ta OOJIBIIMHCTBO HOCKUTENIEH! MYTallUU UMEIOT HOp-
MaJIbHbBle IIOKa3aTelny IMKeMUM. Y JeTeir Oonee
CTapILEeTO BO3pacTa OIpefie/iAeTCsl He3HAYUTEIbHOe
IpeBbIIIEHNe BEPXHEN I'PAaHMUIBI HOPMbI ITIMKEMUM
C MOCTIERYIOUMM IPOrpeccupoBaHMEM HapyLIEHNU S
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Ta6nuua 1. JnddepeHumansHan AMarHOCTUKa caxapHoro arabeTa Tina MODY ¢ apyrmm dopmamm caxapHoro aviabeta [7]

MNapametp MODY

CaxapHblin gruabet 1-ro Tuna CaxapHbli1 guabet 2-ro Tuna

Tvn HacnepoBaHWA MoHoreHHbIn ayTOCOMHO-

[OMVHAHTHbIN

Bospact Hauana Kak npasuno, go 25 net

Hanunuwne aytoaHnTtuten Her
K UHCYNuHY, B-kneTkam, GAD

Accoumauyma c cuctemoin HLA Het

KeToauupnos Bo Bpems
MaHudecTaymu

He xapakTepeH

Cekpeuusa uncynura n C-nentpa  CoxpaHeHa 6onee yem Yepes
3 rofa oT yCTaHOBNEeHNA
AvarHosa

Huskasa NoTpeGHOCTb B MHCYNNHE
UM BO3MOXXHOCTb 06XOANTLCA
6e3 UHCYNnHa

MoTpebHOCTb B UHCYNINHE

OxupeHne He xapakTepHo

leHeTnvecKasn MonwvreHHbIN
npeapacnonoXeHHOCTb
accouMmnpoBaHa c cuctemon

HLA

[leTckuin n monopon Bo3pact Yawe cpenHWin 1 noXxunnomn
BO3PacT, pefKo y feTen
1 NOAPOCTKOB (MPU OXUPEHUN)

OnpegenatoTca Het
AccounmpoBaH Her
XapakTtepeH He xapakTtepeH

BbipakeHHO HapylueHa Yatue coxpaHeHa

A6contoTHasA Yalie - BO3MOXHOCTb 06X0ANTbCA
6e3 nHcynunHa
He xapakTepHo TunnuHo

yrieBopgHoro oomeHa [4]. Ina MODY3 xapakTepHO
CHVDKEHMe II0OYeYHOTO IOpora JIf ITIIOKO3bl, 4YTO
MOXXeT TIPOAB/IATHCA OGECCHMITOMHON ITIIOKO3Y-
pueit [5]. JaHHBIT peHOMEH OODBACHACTCA HaMUYM-
eM fedekTa HATPUII-ITIOKO3HOTO KOTPAaHCIOpTepa
2-ro tuma (sodium glucose cotransporter type 2 —
SGLT2) BcnencrBue sxcnpeccun HNFIA B xmeTkax
HOYEYHBIX KaHA/IbL[eB ¢ KOHTPOIEM TPAaHCKPUIILIUU
rena SGLT2 [6].

Ina sToit ¢dopMmbl amabera XapaKTEpPHO OT-
CYTCTBME KeToalMpo3a B pebioTe 3abomeBaHUs
U Hajau4ye IIOKO3YpUM [ake IpY He3HaYUTeNb-
HOM IIOBBINIEHMN YPOBHA INMKEMUM HATOIAK
(5,5-8,5 mMMmonbp/n) u mocTHpaHguManbHO (Ko 12-
14 MmMonb/m). ITpu orjeHKe ceMeifHOTO aHaMHe3a Ipo-
CTIEXXMBAIOTCS CIydal BBIABIEHMS AuabeTa B ABYX,
Tpex M Oojee IOKONEHMSAX. BONBLIIMHCTBO maiy-
€HTOB IOC/Ie Ha3HA4YeHNs [MEeTOTepaluy B AebioTe
3abojeBaHMA B MOCTIEAYIONIeM HYXX/IAalOTCA B Ha3Ha-
YeHNIN CaXapOCHIDKAIONINX IIperaparoB. Huskas mo-
TpebHOCTD B MHCYnuHe oTmryaeT MODY3 ot caxap-
Horo fnabera 1-ro Tuma. OOBIYHO AJIA HOCTVDKEHUS
9¢(PeKTUBHOTO CHIDKEHUA YPOBHSA INIMKeMMM IIpU
MODY3 nocTaToyHO Ha3HAa4eHUSA CEKPeTaroroB —
IIpenapaToB Cy/Ib(POHNIMOYEBUHEL [7].

IManuentsr ¢ MODY3 nogBep>keHbI BCeMy CIIeK-
TPy AMA0eTMYeCKUX OCIOXXHEHMII B 3aBUCUMOCTH
OT CTeNeHM KOHTPONA IJMKEeMMM, IOITOMY TaK

Jemudosa T.0.,, [puukesuy E.FO., banymura O.B.

HeoOXOIVIMbI CBOEBPEMEHHAs IMarHOCTMKA C Bep-
HO BBIOPAHHOJ TAaKTMKOJ JIeYeHMS U PerylsApHbIM
CKpUHMHTOM [1, 7].

IuddepennnanpHas AMarHocTuka 3aboseBa-
HUS HEPENKO 3aTPyAHEHA II0 IPUYMHE OTCYTCTBUS
YeTKUX ¥ BBIPA)KEHHBIX OTIMYUIL OT JPYTUX TUIIOB,
a TaK)Ke HACTOPOXXEHHOCTH CIIEI{MaIICTOB, YTO IIPO-
AMKTOBAHO PEIKOCTHI0 MOHOT€HHBIX popM (Tad. 1).

OKOHYATeTBHBIN [MArHO3 CaXapHOro pAmabera
tunra MODY3 ycTaHaBiIuBaeTcsa Ipyu HaAMIUU 11aTO-
TeHHBIX MyTanuii B rene HNFIA.

Ha paHHBIT MOMEHT OIYO/IMKOBAaHO HEMAJIO pa-
60T O CIIOXHOCTSIX B YCTAHOBJIEHNN [JUArHO3a MPK
HETUNNMYHBIX IIPOABIECHNUAX CaxapHOro pmabera
u TpymHOCTAX auddepeHnnanbHON AMATHOCTUKY
pasnu4HbXx GopM [3, 4, 8]. [IpuBoaMM KIMHIYECKOE
HaOmozienne BoLaBIeHNA MODY3 y 6epemeHHOIT MO-
JIOO >KEHIMHBI C OTATOLIEHHBIM CEMETHBIM aHaM-
HE30M.

KnuHnueckoe Habn roaeHne

IMTaumentka A. (33 ropma) mocrynuna B utone 2018 r.
B [OpOAICKYI0 KIMHUYECKYI0 60IBHNUITY I. MOCKBBI C )KaI0-
6amu Ha 0011y10 C71abOCTDb, CYXOCTb BO PTY, Pa3BUBIINMU-
cs1 BO BpeMsl HacTosIell 6epeMeHHOCTY CPOKOM 6-7 He-
Ienb.

Anamnesis morbi: caxapublit fuaber ¢ 15 yeT, [uarHo-
CTUPOBAH NPY BbIABIEHUM TTIOKO3Y UM U TUTIEPTIMKEMUA

MyTauwn B reHe HNFTA kak npuyrHa caxapHoro arvabeta MODY3: onvicaHue KnvHUYeCKoro HabnoaeHws
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B IepopajbHOM TImiokosoTonepanTHoM Tecte (III'TT).
Pesynprarsl III'TT ot 2000 1. (r1mKeMus OLjeHUBaIaCh Ha-
TOIIAK M KaXkjible 30 MUHYT IIOC/IE IpyeMa 75 T TII0KO3bI,
pacTBOpeHHOIT B 250 MJI BOABI): 4 MMO/B/1T Ha 0-If MUHYTE,
11,1 - ma 30-1, 10,8 — Ha 60-11, 10,8 — 1A 90-11, 7,1 — Ha 120-11,
7,7 — Ha 150-11.

Beinucana Ha guerorepanun. IIpoBopuncsa KOHTpoOIb
IJIMKEMUM, TUIIEPITIMKEMUM He OTMEeYaJIoCh, B CBA3Y C 4YeM
ocTaBamach Ha guerorepamuu. B 2016 r. mocme obHapy-
JKEHNs KeTOHOBBIX Te/l B MO4e OblTa TOCHUTAIN3MPOBaHA
B KETOALMJOTMYECKOM COCTOSAHMM B SHIOKPMHONOTU-
yeckuit cranuonap r. Camapst. IIpu obcrenoBannum 6b11
3aropiosper caxapHsbiii gumaber MODY, opHako us-sa
OTCYTCTBUSA BO3MOXXHOCTU IPOBECTM MOJIEKYIAPHO-Te-
HeTMYeCKoe NCCIeoBaHMe OH He ObUI IOJTBEpP)K[EH.
[Ipu BbINMCKE PEKOMEHJOBAHO: pemarmvHuj 1 Mr 1o
Y Tab/meHp. Yepes MecsAl] CaMOCTOATEIPHO OTMEHU-
Jla Tepalyio IO IpMYMHE YaCTBIX TMIIOITMKEMUYEeCKUX
cocrosiunit. IlepeBefieHa 3HOKPUHOIOrOM Ha MeTOp-
MuH 500 MTr 2 pasa B fieHb. B MOMEHT rocnmranamsanun
[epopanbHble CaxapoCHIDKAIOIINE IpernapaTsl ObUIn
OTMEHEHBI B CBA3Y C 6EPEMEHHOCTDBIO. Y 3HIOKPUHOIO-
ra HabIIOfaeTcs, COOMIOfaeT HUSKOYINIEBOLHYIO OMETY,
YPOBEHDb ITMKEMUU KOHTPOMMPYET IO IMIOKOMeTpy. Ee
YpOBEHb B TedeHMe AHA Komebmercst oT 4 1o 8 MMOB/II.
l'unornukeMuveckye COCTOSTHUS He OTMeYaeT. 3a MoC/efi-
HII1 TOJT Macca Tefla CTabuabHa s, NMU30MMIeCKY 6ECIIOKO-
AT CYyJOPOTY B UKPOHOKHBIX MBIIIIIAX, OHEMEH e TTa/IbIIeB
” CTOIl. B TedeHume mocnmemHMX 2 Heflenb [0 TOCIUTANIU-
3anyy HabMIO[AIOCh YXY/AIIeHNe: CTala HApacTaTb Cla-
60cTh, TONIHOTA. VccmemoBama KETOHBI B MOYE C TIOMOII[bIO
TeCT-IIOTIOCKI: TTOTIOKUTENbHBIE (++++). IIpn obpaieHnn
B JKEHCKYI0 KOHCY/IbTAallMI0 TYHEKO/IOT BbI3Baja Opuramy
CKOPOJ MeIVILVTHCKOJ IIOMOIIN.
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Anamnesis vitae: co CTIOB TALIEHTKM POAMU/IACH PAHb-
e CpoKa, B 36 HefleNnb, C IPU3HAKaMM TMIIOKCUM, Macca
tena 2300 1. Bec B TeyeH1e MHOTUX JIET CTAaOM/IbHBII, 53 KT.
B nacrosmee Bpemsa noxypena Ha 3 Kr. [lanmenTka cBA3bI-
BaeT 9TO C IIepee3oM, yBenndeHneM Gpuandeckort Harpys-
KI1, HepeTyIAPHBIM MUTAHMEM.

AKyuiepcKko-euHeKonozu1eckuil. aHamHes: MeEHCTpY-
aumn ¢ 14 ner, perymspusle. Hacrosimas OGepemeH-
HOCTb 1-A, CPOKOM 6 Heflenb (IOATBEpKIeHA JNaHHBIMU
aHa/lM3a KPOBU HAa XOPMOHMYECKNI TOHA/JOTPOINH YeTo-
BeKa, Y/IbTPa3BYKOBOTO MccaenoBanms). B 30 ner — kucra
JKeNITOTO Tena. bpisla BrIMOMHEHA TYyHKIUA Yepes3 3a/[HUIA
CBOJ| BJIarajIniia.

Cemeilnvili anamHe3: MaTh, 57 JIeT, — CaXapHBbIN nuaber
2-ro Tuma (AUarHoOCTMPOBaH B 33 rofa, AeUIUT MacChl
Tesa, He IIPMHUMAET CaXapOCHVOKAKIINE IEKapCTBEHHbIE
npenaparsl, AyMeToTepanus); orew, ymep B 30 ser (1mo-
rub, HaCMIbCTBEHHAsI CMEPTB), He OOJIeN; POSHBIX cecTep,
6parbeB HeT; 6a0yIlKa 110 MAaTEPUHCKOI TMHUN — 340PO-
Ba; leffyLIKa [10 MAaTePMHCKOI IMHNAN — CaXapHbIIL fuadeT
2-ro Tuna (AMAarHOCTMPOBAH B 43 rofa, yMep OT OCTIOX-
HeHMIT fuabeTa); ceCcTpa AeAYLIKM — CaXapHBI Auaber
2-TO TWUIIA; IBE MJIEMAHHUIIBI JEeNYIIKY — CaXapHbBI JMa-
6er 2-ro Tumna (AMarHoCTUpOBaH 0 40 yeT); IIeMAHHUK
IeyLIKY — CaXapHbIil iuabet 1-ro Tuma (JMarHocTupoBaH
B JI€TCKOM BO3pacTe) (PUCYHOK).

Status praesens: cosHaHmue scHoe. KoxkHble HOKpo-
BBl 00BIYHOJ OKpacky. OTekyu OTCYyTCTBYIOT. Macca Terna
50 kr, pocT 164 cM, MHAEeKC Macchl Tena 18,5. JIpixaHue
BE3MKYNIAPHOE, XpUIIOB HeT. YacToTa IbIXaTeNTbHBIX IBM-
xeHmit 17 B MunyTy. ToHBI cepfilla pUTMUYHbBIE, SCHBIE.
[Tynbc 78 B MUHYTY, yJOBI€TBOPUTEIHHOIO HAIIOTHEHUA
U HaNpsDKeHMsA. AprepuanbHoe flaBnenne 115/80 MM pT. CT.
AnmeTut coxpaHeH. fA3pIK BIakKHBIN, 4MCThIA. JKUBOT

OnarHo3 CA2 B 43 ropa,

ca2

OwnarHos (@] [wnarHos
ca2 ca2
0o 40 net 0o 40 net

yMep OT OC/IOXKHEHNIA
nnabeta

O

[wnarHos C2

B 15 net gebiot B 33 roga; Avieta

MODY3

[eHearnormyeckoe apeso NpobaH/a No MaTePUHCKOM IMHUW. 3aKPaLUEHb! YeHbl CeMbM C HaPYLWEHUAMM YTIEBOAHOMO OBMeHa 1 MyTaunsmm
B reHe HNF1A (MODY3); 3alITpKX0OBaHbl — C HAPYLLIEHUAMK YrNEeBOAHOTO 0OMeHa (MegnKo-reHeTMYecKoe nccnefoBanHmne He NPOBOANIOCS).
[lMarHo3bl, Tepanna ykasaHbl Ha MOMEHT NPOBEAEHWA MeANKO-TeHeTUYeCKoro nccneaosanua. CL11 — caxapHblii gnabeT 1-ro Tvna,

C[12 — caxapHbiit gnabeT 2-ro Tmna

KnuHuyeckme HabnogeHua
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Ta6nuua 2. VIMMyHOXUMUUECKIME 1 OUOXMMUYECKME NCCNefoBaHMA
KpoBW

[MokasaTenb 3HauyeHne Lunana3oH
TupeoTpornHbIi ropMoH, MKME/mn 1,8 0,4-4
WHcynnH, MKME/Mn 33,2 0-29,1
C-nenTug, Hr/mn 4,39 0,9-7,1
[MUKMPOBaHHbBIN reMorno6uH, % 53 4-6
KpeaTtuHunH, mKmonb/n 65,4 45-97
XonectepyiH 06LWmiA, MKMOnb/n 3,9 2,9-6,2
[nioKko3a cbIBOPOTOYHAsA, MMOJb/N 4,77 3,9-64
AcnapTaTammHoTpaHcdepasa, ME/n 16,8 0-35

mArKui, 6es6onesHeHHbit. CTyn perynapHbii, odopm-
neHHbI1. Movencnyckanue cBo6ogHoe, 6e360/1e3HeHHOE.

JlabopamopHoie ananusvt. B 0611eM aHaMu3€e KpPOBY OT-
KJIOHEHUIT He BBISIB/IEHO. B 061jeM aHamn3e MOYM — KETO-
HBI IIPY IOCTYIUIEHUY, IJIIOKO3YpUM HeT. broxummyeckue
[I0Ka3aTeny KPOBY B Ipefiefiax pedepeHCHBIX 3HaYeHMIL,
CHIJDKeHUA MHCY/MMHA ¥ C-TIeNTuia He BBIABJIEHO, JAHHBIX
3a HapyueHne GyHKIUY MM TOBUIHO Xele3bl He oIy de-
HO (Ta671. 2). BrioxMMmveckuit aHanu3 MOYI: MUKpPOanboy-
muH 1,1 mr/n (0-30). I'/1r0K03a BEHO3HOI I1/1a3Mbl HATOIIAK
4,0-4,5 MMonb/11, nocTnpanguanbHad 4,5-5,0 MMob/I1.

IMarMeHTKe NPy BBIMMCKE HAaHbl PEKOMEHAALMU II0
IVMeTOTePAINI, YCTAHOBJIEHDI Ile/leBble 3HAUeHN S YPOBHA
IIVKeMu (HaToIak Ao 5,1 MMOJIB/TT; depes 4ac MoC/Ie efibl
IO 7 MMOJIB/T), IPU HEJOCTVKEHUN LIe/IeBBIX 3HAYEHMIT
IJIMKeMMM TT0Ka3aHa MHCYIMHOTepanusa. PekoMeHIoBaHO
IpOBeJleHNe MOIEKY/IAPHO-TeHeTUYEeCKOTO MCCIeIOBAHUA
nnsa onpepnenennsa Tuna MODY, koHcynbranus reHeTnka.

ITomy4yeHbl  pe3ynbTATBl  MOJEKYAAPHO-2eHemuYe-
ck020 uccnedosanus: «B reHe HNFIA (MIM#: 142410,
NM_000545.5) BbIsABIEH TIeTEpO3UTOTHBIN BapUAHT:
¢.526+1G>A. Onucan. ITaToreHHBII».

Takum 06pas3oM, IOATBEP)KIEH [MATHO3 CaXapHOro
nuabera MODY3.

Bcro 6epeMeHHOCTD ITallVieHTKa HAXOAM/IaCh Ha IUETO-
Tepamuy, IINKeMus OblIa B IIPeJieiax 1ie/IeBbIX 3HAYEHMIT,
KETOHBI B MOYe — OTpUIIaTe/IbHbIe. 3a 3 Hefle/u /10 TPpeJIo-
JlaraeMoit IaThl POJOB Ial{MeHTKa Obl/la TOCIIUTATN3NPO-
BaHa B CIIE[MA/NTN3MPOBAHHBIN CTAI[MOHAD, Il IPOBOAN-
JIaCh TOKONIUTIYECKas Tepanis 6eTa2-afpeHOMUMETUKOM
reKCOIpPeHaMHOM, Ha (OoHe KOTOpOil (PUKCHPOBAIOCH
HOBbIIIIEHNE TTIMKeMUM 0 14 MMOb/N. JlaHHbIT peHOMeH
OIIMCAaH U YKa3aH B MHCTPYKILIUH K IIPeTapary, OH 06yCIoB-
JIeH TTIMKOT€HONMMTUYECKUM JIeICTBUEM T'eKCOTIpeHaInHa

Jemudosa T.0.,, [puukesuy E.FO., banymura O.B.

(ocobenno npu caxapHom auabere). I[lanyeHTKe MPOBO-
IUIach TepalysA MHCYIMHOM KOPOTKOTO fieiicTBuA 1o 4 Exf
nepen npueMamyu numu. Pomopaspemienne uepes ecTe-
CTBEHHDbIEC pOJIOBI)Ie IIYTI/I, CBoeBpeMeHHoe. POJII/UIaCb KN~
Bas [OHOIIEHHAs [eBOYKa, Macca Tena 2960 1, poct 48 cm.
Ouenka 1o mkane Anrap 9-10 6amtos. B mocinepoposom
nepuojie MHCYJIMHOTepaInnsA OTMEHeHa, INIMKeMI Ha Ji1e-
TOTEepalNy B IeJIeBOM JUaIla30He.

O6¢cyxpaeHne

JJaHHBII KIMHMYECKUI IIPUMepP caXapHoro nuabera
MODY3 npepcTaBiseT OfH U3 BAPMAHTOB TeUEHU
3aboneBaHus. BaprabenpHOCTD IPOSBIEHNIT MOXKET
ObITb OOYCIOBNIEHA PA3MMYHON ITeHeTPaHTHOCTBIO
HOBPEXAEHHOTO TeHa, BIMIHNEM TeHOB-MOAM(DUKa-

TOpoB U mpounmu axkropamu. MOXXHO BBIJIETUTD

Haubonee xapaktepHsie 4eptsl MODY3 [7], koTOpbIe

OTMEYa/INCh Y JAHHOI IMAalVeHTKY, OJHAKO OKOHYa-

TE/IbHBIN AMAarHo3 6bU1 cHOPMYIMPOBAH JINIIb BO

BpeMs:A OepeMeHHOCTH) B Bo3pacTe 33 jiet:

o OtHocurenbHo mo3fHAA MaHudecranusa (10—
40 5eT), KOTOpasi MOXKET OBITH CIIPOBOL[MPOBAHA
(dakTopaMy, BBISBIBAIOIINMU MHCYINHOPE3N-
CTEeHTHOCTb (mybepratr, GepeMeHHOCTb, OXMpe-
HIe). B cnyyae maHHON manmeHTKM MaHMecTa-
s B 15 et (B my6epTaTHBII IEePIOT).

o IIpu maHmdecranum Bo BpeMs OepeMeHHOCTU
HallIeHTKaM 9acTO OMATrHOCTUPYIOT TecTallOH-
HBIIl CaXapHBIIT fuaber.

o I7mkeMmsa mpum mocTaHOBKe AMarHosa Bapua-
6e/bHa, MOXKeT PUKCHPOBATHCS KaK I'UIIepPIIIKe-
MU HaTOIIAK, TaK M MOCTIIPAaHAMATbHAA TUIIEPT-
JIMKeMMs C HOPMOT/IMKeMUel HaTOIAK, a TaKXXe
MaHM(ECTHDIN caXapHbLl fuabeT ¢ BHICOKOI T'U-
HepriauKemMuer. B HalreM KIMHMYeCKOM HabIIO-
TeHUY — BbISIB/IEHME XapaKTepPHOTO TUIIA KPUBOI
npu nposegenyn [IT'TT.

o JIma MODY3 xapakTepHO CHUKe€HUE IOYeYyHO-
ro Iopora JyIs ITIIOKO3bl C IMIOKO3ypuell Ipu
OTHOCHUTETbHO HOPMAJIbHBIX YPOBHAX ITTIOKO3bI
B II/Ta3Me KPOBM, 4YTO OTMEYAJIOCh Y HaIllell maru-
eHTKI.

o HacnencrBeHHas IpenpacronoXKeHHOCTb K Ca-
XapHOMY AyabeTy (y pofiCTBeHHIKOB — CaXapHBIil
nuabet 1-To U 2-TO TUIIOB, YCTAHOB/IEHHBIIT Ha 20,
30 mwim 40-M romax >KMU3HM, TAKXKe 3a00/IeBaHIe
y memyluek unu 6abyiiek B Bo3pacTe o 45 neT).
B ommcaHHOM HaMU KIMHMYECKOM HAOMIOZeHNN
KpaljiHe TUIIMYHBII CeMeIHbII aHaMHe3 (CM. pu-
CYHOK).

o BpIpakeHHast 9yBCTBUTEIBHOCTD K IIpeIapaTaM
Cy/nbGOHMIMOYEBUHBL, YTO MOXXET IIPUBOIUTD
K TUIOITIMKEMMMU IpM MX HasHaveHun. Hama
HallieHTKa IIOJy4ana CeKpeTaroru ITMHULIDL,

MyTauwn B reHe HNFTA kak npuyrHa caxapHoro arvabeta MODY3: onvicaHue KnvHUYeCKoro HabnoaeHws
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OZHAKO CaMOCTOSATENTbHO OTMEHWIA UX B CBA3U
C TUIIOT/IMKEMVSIMIL
o Caxapublil fuabeT IIuUTeIbHO 6e3 abCOMOTHOM
MHCY/IMHOBOI MOTPeOHOCTH, XOPOIINII I/IHKe-
MIYeCKUII KOHTPO/Ib TPV HeOOIBILIOI f03e MHCY-
JIMHA WIN TOJIBKO HA AMETOTepPAINIL, YTO TAKXKe
COOTBETCTBYET IIPeCTABIEHHOMY HaMIU K/IMHU-
YeCKOMY HaOIIIOIeHNIO.
 IlocreneHHOe Iporpeccupylolee TeUeHIe — Tpe-
OyeTcss HasHaueHMe MHCY/IMHOTEPANUNU IIOCITe
45-50 7eT 1 BO3MOXXHO pa3BUTHE OC/IOXKHEHUI],
KaK Ipy caxapHOM auabete 1-ro Tuma.
Oc06eHHOCTBIO JAHHOTO KIMHIYECKOrO HAOII0-
[eHMsI SABACTCSl HETUIIMYHBII KeTOAIM03 B lebroTe
3abomeBaHuUs. B ocraspHOM TedeHme 3ab0IeBaHMS
He OT/IMYAeTCA OT ONMMCAHHBIX HAMU BbIllle KIVHU-
geckux depr MODY3: gebror caxapHoro amabera
B IIOZPOCTKOBOM BO3DAacTe C SIBJIEHVSIMM IIIOKO3Y-
pun, OTCYTCTBUE U3OBITOUHOI MAaCCHI TeTIa, acanthosis
nigricans, DUCIANUAEMUN U apTepUabHON IuUIep-
TEH3MN, COXPAHHOCTD CEKpeLMy MHCYIMHA. B omm-
CAHHOM HaMJM IIpUMepe IMAaI[MeHTKe He IIPOBOMN-
JIOCh MCCTIefOBaHMEe AayTOAHTUTEN, TUIMMYHBIX [JIs
caxapHoro mmabera 1-ro Tura, 4T0, BEPOSTHO, OBIIO
OBl 1je7Ieco0bpasHbIM Ipyu MaHupecTannn 3abonesa-
Hus. B 3aBucumoctu ot tuna MODY 6epemeHHOCTD
MOXXET IPOTEKATh II0-Pa3sHOMY U MMETDb pasnudHble
ocnoxxnenust. [Tpy MODY3 mMoxxeT Bo3pacTit HOTpe6-
HOCTb B MIHCY/IMHe, HO Hallla IaIlYleHTKa HaXO4U/Iach
Ha [IMEeTOTepanmy Ha IPOTSHKEHMM OOIbIIeil 4acTu

JononHutenbHaa nidopmayma

KoH$nuKT nHtepecos

ABTOpr LEeKNapunpyT OTCYTCTBME ABHbLIX N MOTEHUMAJIbHbIX KOH¢)I‘IVIKTOB
NHTEPEeCOoB, CBA3aHHbIX C I'Iy6J'|l/lKaLlVIeI7I HacTosALLen cTaTb.
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6epemenHoctu. VIHCynmnHOTepammsi HOTpebOBaIaCh
TONBKO ¢ 35-11 Hefenu 6epeMeHHOCTH (B CBS3M C BBe-
neHueM Oera2-a[peHOMMMeETVKA T'eKCOIpeHaInHa)
B fjose 4 Ef MHCynMMHa KOPOTKOTO JeiiCTBUA Tepe,
e/10¥1 3 pasa B CyTKU. BBefieHVe MHCYIMHA I/TUTE/TbHO-
ro #eiicTBUs He IpoBoauaoch. Kak 1mokasaHo B psifie
MCCIeOBAHMIT, TAaHHBIN TUII CaXapHOTO AuabeTa He
acCOMMPOBAH C OONBUINM BeCOM pebeHKa IIpu po-
peunn [8]. B mpencTaBmeHHOM KIMHMYECKOM Ha-
O/IOleHUN POJIBI CBOEBPEMEHHbBIE, BeC pebeHKa mpu
POK[IeHIN HOpPMasbHBbIN. VI3BeCTHO, UTO y MalyeH-
ToB ¢ MODY3 creneHb ceKpeluu MHCY/IMHA MOXET
OBITH Ype3BbIYAIHO M3MEHUMBON JaXke V POLCTBEH-
HUKOB, BO3MO>XXHO, BCTIE[ICTBUE JIEVICTBUS T€HOB-MO-
IuuUKaTOpOB, KOTOpble MOTYT KOHTPONMPOBATH
TeyeHue 3aboneBaHMA. PojcTBEHHMKaM Halleil Ia-
L[MI€eHTKY MOJEKY/IAPHO-TeHeT9eCcKoe VCCIefloBaHe
He POBOIWIIOCH, HO OBITO HAMU PEKOMEHIOBAHO.

3aK/ouyeHue

OmnucaHHOe HaMM KAMHMYECKOEe HAOMofieHe Ia-
IVEHTKY C caxapHbIM guaderom MODY3, 06ycnos-
NeHHBbIM MyTanueit B reHe HNFIA, neMoHCTpupyeT
TPYAHOCTY B IMATHOCTUKE 3a00/eBaHUs, HECMOTPS
Ha TUINYHBIE IIPOABICHM U XapaKTepPHBIN ceMeli-
HBIIl aHAMHe3. YBe/lMueHUe JOCTYMHOCTU MOJIeKY-
JIAPHO-TEHETUYECKOTO MCCHeOBAaHUSA  PacIIMPUT
BO3MOXXHOCTY CBOEBpPEMEHHOI [AMATHOCTUKM JaH-
HOTO 3a007IeBaHMsI C Ha3HAYEHVEM TTATOTEHETMYECKI
000CHOBAHHOTO JIEYEHMS. @

Cornacue naymeHTa

MaymneHT O6POBOABHO NOANUCAN MHPOPMUPOBAHHOE Cornacue Ha
ny6AVKaLmMIo NepCcoHanbHON MeANLUHCKON nHGopmMaLmn.
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Mutations in the HNF1A gene as a cause
of MODY3: a clinical case

T.Yu. Demidova' « E.Yu. Gritskevich' - O.V. Balutina'

Genetic dysfunction of the pancreatic 3-cells and/
or factors participating in glucose metabolism can
form the bases for monogenic types of diabetes
mellitus. Diagnosis of MODY type of diabetes is
difficult due to its rare identification in the real
clinical practice and to the necessity of molecu-
lar genetic testing for the confirmation of specif-
ic mutations. Errors in the diagnosis of diabetes
mellitus may be misleading for the choice of hy-
poglycemic treatment, which is the key problem in
the management of these patients. In the clinical
case described, the diagnosis of MODY3 related to
the mutations in the HNF1A transcriptional factor
was confirmed during pregnancy of the patient,
i.e. more than 15 years had passed from manifes-
tation of the disease in childhood, despite typical
clinical symptoms and specific familial history.

Optimization of the early diagnosis and manage-
ment of this patient cohort can be facilitated by
accumulation of theoretical knowledge and prac-
tical experience, as well as improvement of diag-
nostic capacities, including higher availability of
molecular genetic analysis.

Key words: diabetes mellitus, MODY, genetic test-
ing, mutation
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