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SHAOKPUHONOINA

Knunnueckuin cnyuyaii / Clinical case

GCK-MODY: onucaHue KIMHN4eCKoro cJsy4as

Manuesckas P.U., Mannesckun O.A., Mopyroea T.B.
®re0Y BO «baluknpckumii rocynapCTBEHHbI MEOULIMHCKMI yHUBEPCUTET» MHUCTEPCTBA 3ApaBooxpaHeHns Poccuiickon Pepepauun, r. Yda

B HacTosiLee BpeMsi MOHOoreHHble hopMbl caxapHoro anadeTa cocTaBnsioT Ao 6,5% Bcex cryyaes anabeTa y aetei n nogpoctkos. Cpean
14 vpeHTMdNUMPOBaHHBIX B HacTosiLwee BpeMs Tnnos MODY-gnabeTta Hanbonee pacnpoctpaHeHbl HNF4a-, GCK- n HNF1a-MODY. Cpeaun
nocnegHnx GCK-MODY nmeeT Hanborsee Markoe Te4eHmne, 3a4acTyio He Tpebylollee MeaMkaMeHTO3HOM Tepanunn, ¢ 61aronpusiTHeIM NPo-
FHO30M B OTHOLLIEHUW MUKPO- 1 MaKpPOCOCYANCTLIX OCNOXHEHWN. Pa3BnTie MONEKYNSAPHOM reHeTUKIN NO3BONSET 6osiee TOHHO BepUdULMpo-
BaTb PA3/INYHbIE TUMbI CaxapHOro avabeTa c NPOrHO3MPOBaHMEM TeveHMs 3a601eBaHs, ONPESENNTL TaKTUKY Tepanum
1 NPOBOANTE MEAUKO-FEHETUYECKOE KOHCYIbTUPOBaHNE ceMbU. Lienb cTatbn — NnpeacTaBuTb AaHHblE AUHAMUYECKOro
HabnoaeHns 3a cembein ¢ GCK-MODY guabeTtom.
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GCK-MODY: Clinical case report
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Currently, monogenic forms of diabetes mellitus account for up to 6.5% of all cases of diabetes in children and adolescents. Among the
14 currently identified types of MODY diabetes, the most common are HNF4a-, GCK-, and HNF1a-MODY. Among the latter, GCK-MODY
has the mildest course, often not requiring drug therapy, with a favorable prognosis in terms of micro- and macrovascular complications.
The development of molecular genetics makes it possible to more accurately verify various types of diabetes mellitus, predict the course of
the disease, determine treatment tactics, and conduct medical genetic counseling for families. The aim of the article: to present follow-up

data from a family with GCK-MODY diabetes.
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BeepeHue

C MHTEHCUBHBIM Pa3BUTHEM B TTOCIICAHIE TOIBI MOJIC-
KYJISIPHOI TeHETHKM TIPEICTABICHUS O YACTOTE Pa3TUIHBIX
TUTIOB caxapHoro nuadeta (CJI) cylecTBEeHHO UBMEHUJIUCD.
B crpykrype CI1 y meteit u ToIpoCTKOB MOHOTeHHEIE (hop-
MbI, B ToM unciie MODY-auabeT, cocTaBsSioT IPUMEPHO
2,5-6,5% [1, 2]. MODY-auabet (11abeT B3pOC/IOro TUIa
y MoJionsix, auT1. MODY — Maturity-Onset Diabetes of the
Young) npeacrapisieT coO0i IpyIimy MOHOT€HHBIX Hapylle-
HUH yIJICBOTHOTO 0OMEHA C ayTOCOMHO-TOMWUHAHTHBIM TH -
TIOM HacJIeOBaHMsl, MPUIMHAMU KOTOPBIX MOTYT SIBISITHCS
TeHeTUIecKHe Ie(heKThl CUCTEMbI KAaHAJIOB M TPAHCITOPTHBIX
0enKoB, (DepPMEHTOB, MPUBOASAIIMX K TUCHYHKIIMU [3-KiIe-
TOK TTOJIKEITYIOYHOM XeJie3bl. XapaKTepHble 0COOEHHOCTH
MODY-auna6era BKITIOYAIOT OTCYTCTBUE CHEIM(PUIHBIX I
CJI 1 Tumia aHTUTEIT, TTPU3HAKOB MHCYJIMHOPE3UCEHTHOCTH,
OXUPEHUS, COXPAHHYIO CEKPELIIO UHCYJIMHA C HU3KOM Mo~
TPEOHOCTBHIO B 3K30I€HHOM MHCYJIMHE, ayTOCOMHO-I0OMM-
HaHTHBIN T HacienoBaHus [3]. OnHaKo UMEIOTCsl CO00-
ILIEHUST 0 BOSBHUKHOBEHUU MYTAIIUiA de novo B psiae TEHOB,
BBI3bIBAIOINIMX 3TO 3a0oyieBaHue [4]. HecMoTpst Ha Hamu-
Yue psiaa ONMMCAHHBIX XapaKTePHBIX KPUTEPHEB, «30JI0THIM
ctaHgapTomM» B nuarHoctuke MODY-nuabera ocraeTcs

MOJIEKYJIIPHO-TEHETUYECKOE MCCIIeIOBaHNE C BBISIBJICHU -
€M MyTall1ii B COOTBETCTBYIOIIMX TeHax [3].

Boinenenue otnenbHbiXx TUIIOB MODY-nuabeta mo-
3BOJISICT IIPOTHO3UPOBATh KIMHUIECKOE TeUeHne 3a00-
JIeBaHUS, Ha3HAYaTh MAaTOreHETUUYECKH OOOCHOBAHHYIO
Teparuio, IIPOBOINTH MEIUKO-TeHETUUIECKOE KOHCYTbTH -
poBaHue B ceMbsx [3].

B nHacrosiimee BpeMs ommcaHo 14 BapuaHTOB
MODY-aua6era [3]. Cpenu mociienHUX Haubosee pac-
npoctpadHenbl HNF4a-, GCK-, HNFla-MODY (MODY
1, 2 1 3 COOTBETCTBEHHO), cocTaBistiore 10 99% Bcex
TUIIOB 3a00jieBaHMsI. B TaHHOI cTaThe MPUBEAEHO OIMU-
caHue TeueHus ceMeitHoro ciydyas auadera GCK-MODY.

OnucaHue KJIMHN4YeCKoro ciy4yas

IMauuenTt, Manpuuk 13 JieT, BepBhlie 00OCIeIOBaH
B Bo3pacTte 10 jieT mo moBoay >KaxKabl U MPUOaBKKU B BeCe.
W3 anamMHe3a U3BeCTHO, UTO pPeOEHOK POAMIICS Ha CPOKE
40 Hen. ¢ nmuHoi Tena 53 cm (SDS 1,24) u Becom 3250 T
(SDS - 0,74), 4TO COOTBETCTBYET HOPME. Y MaMbl BO BpeMsI
OepeMEHHOCTH HApYIIICHUI YTIJICBOMHOTO OOMEHA BBISIBIIC-
HO He ObLTO. YPOBEHb IJIIOKO3bl Y peOeHKa paHee He U3-
MepsiIcs.
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[Tpu ocMOTpe SHTOKPUHOIOTOM POCT COOTBETCTBOBAI
HOpMe IIJIsT JaHHOTO Bo3pacTa 1 noja (SDS pocra +0,8).
TTonkoxHast )KrupoBasi KjieTyaTKa pa3BUTa U30BITOYHO, pac-
npenescHue Mo abgoMuHaIbHOMY TUITy. SDS mHImekca
maccel Tesia (MMT) coctaBun +2,1, 4TO COOTBETCTBOBAIO
1-11 crenenu oxupeHust. YepHOro akaHTo3a He ObLTO. Ypo-
BEHD ITFOKO3HI B TIJIa3Me BEHO3HOM KPOBHU — 7,5 MMOJIb/JI,
YPOBEHb TJIMKUpOBaHHOro remormoouHa (HbAlc) —
6,2%. YpoBeHb aHtuTea K TUpo3uHdocdaraze (IA-2) —
0,02 ME/ma. laHHbIE IEpOPaIbHOTO INIIOKO30TOJIEPAHT-
Horo tecta (III'TT) npeacrasieHsl B Tadnule 1.

Ta6auua 1. PesynbraTthl nepopanbHOro
rNI0OKO30TONIEPAHTHOIO TeCcTa
HaGmopaswerocs nauyuexTa (1,75 r/kr)

Bpems, MuH/noka3sarenb 0 60 120
[niokosa, Mmonb/n 7,79 11,5 10,93
MHcynuH, MKME/mMn 7,71 30,96 20,4

MHpeKkchl MTHCYTMHOPE3UCTEHTHOCTH COOTBETCTBOBAITN
HOopMme: HOMA-IR 2,7 (Hopma <3,0), Caro 1,01 (Hopma
>0,3). KonebaHus raukeMuu B TeUEHUE THS ObLIU CIeTy-
omwumu: 6,1 — 5,4 —4,8—7,0—6,0 — 5,8 MMOIb/I1.

JlumupaHei npoduiib 6€3 OTKIIOHEHUI OT HOPMBI: XO-
JecTepyH — 4,6 MMOJIb/J1, TpUnIALiEpUabl — 0,82 MMOJIb/JI.
B o61miem ananmm3se Mmoun yaeabHBIN Bec 1029, T1r0K03a 1 Ke-
TOHBI He 0OHapyKeHbI. [10 JTaHHBIM YJIBTPa3BYKOBOTO MC-
cnenoBanus (Y3W) opraHoB OpIOIIHOM ITOJIOCTH, TICUCHbD,
TOYKU, OKETyI0YHAasI XKeJie3a, MOYKKU 0e3 TaTOJOTHUM.

Y ponHOI cecTphl MAallMeHTa IMOBBIIICHNE TJIFOKO3bI
B LIEJIbHOM KaITWUISIPHOM KPOBU A0 6,5 MMOJIb/J1 HATOLLAK
BIIEpBBIE OTMEUEHO B BO3pacTe 2 JieT (COTIacHO TaHHBIM
aMOYIaTOPHOI KapThI), IT0 TIOBOLY KOTOPOTO JabHEMIIIee
o0cienoBaHue He TPOU3BOAWIOCH. JIMIIb MPU BBISIBACHUU
TIOBBIIIICHHOTO YPOBHS TJIIOKO3bI KPOBM Y OpaTa IeBoYKa
ObL1a 00OcseToBaHa neauaTpoM B Bospacte 16 jger. Ha mo-
MEHT 00CJIeIOBaHUS aKTUBHBIX XXaJI00 HE MPeIbsBisia.
HeBouka pommiach Ha cpoke 39 Hen. ¢ IMHOM Tena S1 cM
(SDS 0,91) u Becom 3120 r (SDS -0,39). Bo Bpems aToit
OepeMEeHHOCTH Y MaMbl HapyIIeHU YIJIEBOTHOTO OOMeHa
BBISIBJIEHO He Obl10. O0BekTUBHO: SDS pocta -0,3, SDS
HUMT + 1,16. Tlpu nabopaTOpHOM KMCCIIeI0BAHUN: TIINKeE-
MMsI HaTollak — 6,8 MMonb/1, HbAlc — 6,9%. YpoBeHb
IA-2 — 0,02 ME/mn. Pesynbrater III'TT npeacraBieHbl
B Tadymie 2.

TaGnuua 2. Pe3ynbTaTbl NepopasbHOro
rMIOKO30TOJIEPAHTHOrO TECTa CECTPbI
HaGnopaBwerocs nauueHTa (75r)

Bpewms, MuH/noka3sarenb 0 60 120
[nokosa, Mmonb/n 7,6 11,9 18,78
MHcynuH, MKME/mMn 2,76 14,2 4,7

Munekcol nuncynnHopesuctreHTHoct: HOMA-IR 0,9
(HopmMma <3,0), Caro 2,75 (Hopma >0,3).

KonebaHus rimkeMuu B TedeHue aHs: 6,3 — 5,4 —
5,4—6,1—4,2—7,0 MMmoIb/I.

ITo pesynbTaTaM ucciaenoBaHUs TUMUAHOTO OOMeHa
OTKJIOHEHUI1 HE BBISIBJICHO: X0JIeCTepUH — 4,26 MMOJIb/J1,
Tpurauuepuasl — 0,79 mmosnb/a. B ob11iemM aHanuse Moy
yroenabHbIN Bec 1013, TTI0K03a ¥ KETOHBI HE OOHAPYKEHBI.
Ha Y3U opraHoB OprolIHOI MTOJIOCTU U TTIOYEK CTPYKTYP-
HBIX 0COOEHHOCTEN HE BBISBJICHO.

BBumy Hanuuus HEMPOIPECCUPYIOMICH TUIIePIIM-
KeMUU y o0ouX neTeil OblIO MPOBEAEHO 00CIeI0BaHE
poouTeseii. Y MaTepH TIIIOKO3a IIa3Mbl KPOBHM HAaTO-
1IaK cocraBuia 5,7 MMoiib/J1, ypoBeHb HbAlc — 5,13%,
y ota — 7,19 mmone/n u 6,99% cootrBetctBeHHO. UMT
otua 23,3 kr/m2. Otell xkaob He NpeabsaBisil. BrepBbie
MMOBBIIIEHHBIN YPOBEHB IITI0OKO3bI KPOBU HATOIIAK OBIT
BBISIBJICH Y HETO B MOJIOZIOM BO3pacTe, OMHAKO TOITOTHM -
TeJIbHbIe 00CJIeOBaHMS 110 3TOMY MOBOAY HE BBIMOJIHSI-
mmch. OXUpeHNsT B aHAMHE3e He OTMEUaIoch. Y 0a0yIIKU
JIeTeil 1o OTIOBCKOM JIMHUY nuarHoctupoBaH CJI 2 Tuna.
ITpu 5TOM y Hee OTCYTCTBYIOT U30BITOUHAST Macca Teja,/
OXUpEeHHUE, KIMHUKO-JIa00paTOPHBIC TTPU3HAKN UHCY-
JIMTHOPE3UCTEHTHOCTHU (YePHBIN aKaHTO3, apTepuaibHast
TUTIEPTEH3MsI, TTOBBIIICHHBIA YPOBEHD TPUTIUILICPUIOB,
CHIDKEHHBIN YPOBEHb X0JIeCTeprHA JIUTIONPOTEUI0B BbICO-
KO TIZIOTHOCTH,, TUTIEPUHCYIMHEMUSI ), CaXapOCHIKAFOIIINE
npernapartsl OHa He mosydaeT. ['eHeasorunueckoe aepeBo
CEMbH TIPE/ICTaBICHO Ha PUCYHKeE 1.

GCK-MODY?

GCK-MODY
PucyHok 1. [eHeanornyeckoe Aepeso CemMbh

C y4eToM HaJIu4us TUNEPTIUKEMUN Y 000UX CUOCOB
U UX OTLA 0e3 KIMHUYEeCKO MaHudecTauuu nuadeTa,
OTCYTCTBUSI aHTUTEN K TUpo3uHdocdaTase ObLT 3amon0-
3peH MODY-nna6et. [IpoBeaeHa MoJIeKyIsIpHO-TeHETH -
Yeckas AMarHocTuka nmaHeaun «CaxapHblii quadber» B DI'BY
HMMWII supokpunonoruun MunsapaBa Poccun. ¥ obounx
neteit B reHe GCK B 5K30HE 5 BBISBJIEH IeTePO3UTOTHBIM
BapuaHrt ¢.571C>T: p.R191W. JlaHHbIl BApUaHT onucaH
Kak matoreHHbil wiss GCK-MODY 2.

ITpuHUMast BO BHUMaHKe HaJIMIue U30bITOYHOTO Beca,
nalMeHTaM PeKOMEHIOBaHO MUTAHNE C OTpaHUIYCHUEM
OBICTPOYCBaMBAEMBIX YIJIEBOAOB, KUPOB, YBEJIMYEHHUE MH-
TEHCUBHOCTHU (PU3MIECKIX HArpy30K. CaxapoCcHIKAroIIast
Teparnus He Ha3Havanach. BBuay Hannuust OqHOM 1 TOM XKe
MyTalluy y 000MX CUOCOB OTILY Tl peKOMEHIOBAaHO MO-
JIEKYJISIPHO-TEHETUIECKOE MCCIIeI0OBaHNEe JAHHOTO TeHa
C ompeie/iecHueM KOHKPETHOM MyTalluu.

[Mpu muAaMMIecKoM obciaenoBannu B 2023 T. y oTIIa
IeTeld ypOBEeHb TJIIOKO3bl IIa3Mbl KPOBU HATOIIAK —
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o 7,3 MMOJIb/JI, TIpW HApPYIIEHUU AUETHI TTOCIE eIbl —
1o 8,7 mmoib/m, yposerb HbAlc — 6,5%, UMT 24 xr/m>.
KimHM4YecKrX CUMITTOMOB TUIIEPIIMKEMHMH HET, caXapo-
CHIDKAIOLIYIO TePAIIUIO He ToJIydaeT. MUKpPO-1 MaKpOCOoCy-
JIMCTBIX OCIOXKHEHUI aradeta He 0OHapykeHo. MoJeKysip-
HO-TeHeTn4eckoe nccienoBanre reHa GCK He TTpoBeIeHO.

B Hacrosiee Bpemst aeBouke 19 net. UMT 21 kr/m2,
ypoBeHb HbAlc — 6,3%, rmioko3a mia3Mbl HATOIAK —
10 6,7 MMOJIb/J1, Ha (POHE DMOLIMOHAIBHBIX CTPECCOB I10-
Boilaercs 10 10 mMmosb/n. CaxapocHuKarolasi Teparusi
HE MPOBOAUTCI. MUKPO- 1 MAKPOCOCYIUCTHIX OCIOXKHE-
HUI caxapHOro nuabeTa Her.

Manpuriky 13 ner. UMT 20 kr/m?, SDS UMT +1,13.
YpoBenb HbAlc — 6,4%, rioKo3a 1mia3Mbl HATOIIAK —
1o 7,2 mmouib/1. CaxapocHuxXarolasi Teparnusi He IpoBO-
JIUTCSI. MUKPO- 1 MAKPOCOCYIUCTBIX OCJIOXHEHUI caxap-
HOTO 1MabeTa HeT.

OOGcyxpaeHue

Yacrota BctpeuaeMoctu GCK-MODY cpenu Bcex Tu-
noB MODY-nuabera B Poccum 1 3a pyoekoM COCTaBIISIET
50—-84,7% |5, 7].

I'en GCK pacrnionoxeH Ha xpomocome 7p 13 u akcmpec-
CHpYyeTCs B IMOMKETYI0YHOM XKeje3e, IeYeHH, TUTIoTaTaMy-
ce, 0-KJIeTKax MOIXKEeTyI0UYHOM Keae3bl U KonupyeT (ep-
MEHT INIFOKOKMHA3Y, YIaCTBYIOIIYIO B (oChOpHINPOBAHNN
TTIOKO3bI M 00pa30BaHNM ITI0K030-6-hocdara. Pochopu-
JIMPOBAHUE [JIIOKO3bI MEHSIETCS IIPOIOPLIMOHAILHO U3ME-
HEHMIO ee KOHILICHTpalluu B KpoBU. [ TTIOKOKMHA3a HEe WH-
rUOUpyeTcst MPOU3BEICHHBIM €10 TIII0OK030-6-hochaToM,
YTO obecrneynBaeT (epMEeHTY MOCTOSHHYIO aKTUBHOCTh
HECMOTpPST Ha MHTEHCUBHBIN ITMKOIM3. TakuM 00pa3oM,
3TOT (DePMEHT SIBJISICTCSI OCHOBHBIM CEHCOPOM TTIOKO3BI
B OpraHu3Me 4YeJoBeKa U JaKe HeOOoIbIIne KoeOaHUsI ero
AKTUBHOCTH U3MCHSIOT TTOPOT CTUMYJTUPOBAHHOM TITIOKO-
3014 CeKpeIny MHCYIMHA 3-KJIeTKaMU ITOIKeTYTOIHOM XKe-
Jie3bl. OOpa3oBaBLIMIACS B pe3y/ibTaTe INIMKOIU3a MUPYBaT
OKHCJISICTCS B IIUKJIC TPUKAPOOHOBBIX KMCJIOT ¢ 00pa3oBa-
HueM agHo3uHTpudocdata (ATD). [MTosbimenne ATO —
OCHOBHOI1 CUTHAJIBHBIH ITyTh BEICBOOOXKICHNS MHCYJIMHA,
cBs13aHHOTO ¢ AT®-3aBUCUMBIMU KaJIMEBBIMU KaHAJIAMU.

T'oMO3UTOTHBIE WJTM KOMITAYH/I-T€TePO3UTOTHBIE MyTa-
LU IPUBOMAST K Pa3BUTHUIO TIEPMaHEHTHOTO HEOHATAIbHO -
ro CJI, torna kak GCK-MODY pa3BuBaeTcst BCeACTBUE
MHAKTUBUPYIOIIEH TeTepo3UroTHOM MyTarun B reHe GCK.
BrisiBieHHas y Halumx rnamyeHToB myTtaius ¢.571C>T or-
HOCHUTCSI K MUCCEHC-MYyTallMsIM, Hanbostee yacto (84,4%)
BcTpevarommmcd nmpu GCK-MODY, a myranuu B 9K30Hax
5 u 7 aBasitoTcsl HanboJjiee pacnpocTpaHeHHbIMU [§].

[Ipu CHIKEHHOM aKTUBHOCTH TJTIOKOKWHA3HI B [3-KJIET-
Kax Ju1st peakuuu pochopuanpoBaHus IIIOKO3bI U MOCIe-
IyIoIIelt ceKpellny MHCYJIMHA He0OXOIMMBI O0Jiee BBICO-
KIe YPOBHU INIMKEMUM. B reyeHn oTMeuaroTcst yCUaeHHbIN
TJIMKOT€HOJIN3 TTOCIIe e/Ibl U CHYDKEHME TIPOYKITUH TJINKO-
reHa, 00yCIOBIMBAs TIOBBILIEHNE TIMKEMUU TIOCTIe ebl [9].

ITo cpaBHeHuto ¢ apyrumu tTunamu MODY-nuabera
GCK-MODY umeeT camoe MITKOe TedeHe: OH MOXKET IPO-

TeKaTh aCHMIITOMATUIECKH JITOO C CUMITTOMAMH TIOJTNYPUH,
nioanncn, noxynanus [6]. [Tockoneky npu GCK-MODY
OTMEYaeTCsl ypOBEHb TMIEPIIIMKEMUU, HEMOCTaTOYHBIH A1
MIPEOIOJICHUS IIOYEYHOTO TTIOPOTa, OCMOTUIECKIE CUMITTO-
MBI (TIOJINYpYsI, OJTUAUIICHS) U TIOTeps Beca HaOTI0Aa0TCs
penko. B cBsi3u ¢ 3TUM y OOJTBIIMHCTBA TTALIMEHTOB TUarHO3
ycTaHaBiuBaeTcs ciydaitHo. UMT yaie HopmaabHbII, Of1-
HAaKO MOTYT UMETb MECTO OXKMpeHUE,/ M30bITOYHAsT Macca TeJa,
MHCYJIMHOPE3NCTEHTHOCTD. [103TOMY pocT pacmpocTpaHeH-
HOCTU OXKUPEHUS CPEeIU HACEeICHUS Ie1aeT HEBO3MOXHbBIM
HUCKJTIOUCHHME 3TOTO TUIIA IradeTa TOJIbKO Ha OCHOBAaHUU
oxupeHus. /17151 MalreHToB ¢ JaHHBIM TUIIOM auadeTa Xa-
pakTepeH OTATOIICHHbBIN HacIeACTBeHHBIN aHaMHe3 1o CJI
[6, 10]. B omymmuue ot C/ 1 tuma, y mozgeit c GCK-MODY
B OOJIBILIMHCTBE CyYyaeB OTCYTCTBYIOT MOJOKUTEIbHbBIE TTaH-
KpeaTryecKue aHTUTeNa, HO Y 1% malueHToB 0OHapyK1Ba-
I0TCSI MOJIOXKUTENbHBIE ayToaHTUTeNa (0COOEHHO K TTyTaMaT-
nekapookcunase). [Topoku pa3BUTHSI BHYTPEHHUX OPraHOB
g GCK-MODY He Tunmunbl. HabmogaeTcs mmpokuii
JIMara3oH Bo3pacta MaHU(bECTalluy KIMHUYECKUX CUMIITO-
MOB, COCTaBJISIIOIIMIA OT 6 Mec. 1o 16,5 et [6]. B ciyyae onu-
CaHHOI HaMU CEMbU POIUTEIN He ObUIM OCBEIOMJIEHBI O TOM,
YTO Yy JOYEPH C BO3pacTa 2 JIeT OTMEUAJICS ITOBBIIICHHBIN
YPOBEHb ITIMKEMUU, IIOCKOJIbKY HUKAKMX XKaJIo0 10 MOMEHTA
MOCTAHOBKM IMAarHO3a B Bo3pacTte 16 JieT 1eBouKa He Mpelb-
sBisu1a. Bmecte ¢ Tem ee Miaaiiero 6parta 6ecriokoua xax-
na. Oba pebeHKa Ha MOMEHT IMOCTaHOBKM AMArHo3a UMeIn
U30BITOUYHBIN BeC 03 MHCYJIMHOPE3UCTEHTHOCTU. Y 0001X
JeTeit mpu 00CJIeIOBaHUU BbISIBJICHBI YPOBHU TNIMKEMUU,
cootBetcTBytomue kputepusm CJI. Hapyenus yriaeBon-
Horo oomeHa rpu GCK-MODY MoryT nposiBIsITCST MSTKOI
TUITEPIIIMKEMHUEN HaTOIIaK, HapyIIeHHOI TOJIEPAHTHOCTBIO
K IJIIOKO3€, TIIMKEMUEH, COOTBETCTBYIOLICH TMa0e THIECKIM
3HAYEHUSM [6].

HecMmoTpst Ha paHHIOI0 MaHU(ECTALINIO U [UTUTEIIBHOE
teueHue CII y neBouku (B TeueHue 17 iet), y Hee He oOHa-
PYXXEHO pa3BUTUE MUKPO- Y MAKPOCOCYAMCTHIX OCJIOXHE-
HU, yTo XapaktepHo GCK-MODY [11]. [Toxoxas KapTh-
Ha oTMeuaeTcs U 'y oTua aeteil. HecMoTpst Ha oTcyTCTBUE
MOJICKYJISIPHO-TEHETHYECKOTO MCCIIeTOBAHUS, MOXHO
MPennogoXuTh Han4yue y Hero GCK-MODY.

Kaxk 1ipaBuiio, BBUIY CTAOMILHOM INTUKEMUN TTAIlUEHTHI
C 9THM TUTIOM IradeTa He Hy>KIal0TCs B MEIMKAMEHTO3HOM
Tepanuu [12]. OnHaKo B penKux ciaydasix Jjsl TOCTHXe -
HHS HOPMOTJIMKEMHUU MOXET ITOTpeOOBaThCsI HAa3HAUYCHIE
MepopabHbIX CaXapOCHWXKAIOIIMX MPernapaToB UK MHCY-
JmHOoTepanuu [6, 10].

B otimmuue ot CJI 2 Tuma, ”HAKTUBUPYIOLIAE MyTalluu
GCK He cBsi3aHbI C OXXUpeHueM. B To xe Bpemsi Haiuuue
GCK-MODY He uckiioyaeT BO3MOXHOCTH OJHOBPEMEH-
Horo paszButusi CII 2 Tuna B 6oJjiee MO3aHEM Bo3pacTe,
KOTOPBII BCTpeUaeTcsl C TOM K€ YaCTOTOM, UTO U B OOlLLel
nonyasiuyi [13]. TToaToMy mipu mepBUYHOM 00CIIEAOBAaHUYN
MareHTaM ObUTH TaHbI peKOMEHAAIINN 110 MOIM(UKALTNN
o0pa3za XK13HU U1 TIpeA0TBpallieHUs JalbHeiIero Habopa
Beca M pa3BUTHUSI MHCYJIMHOPE3NCTEHTHOCTU. B mrHaMmke
y I€BOYKM OTMeuYeHa HopMasiuzaiusg MMT, a Bec Majibun-
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Ta6nuua 3. Bo3aMoXHble BAUSAHUSA HacnenoBaHusa myTauum B reHe GCK Ha pasBuTue nnoaa

GCK-MODY (+) matb,
GCK-MODY (-) nnop,
OTLLOBCKOW NNHUK / de novo).

GCK-MODY (+) matb GCK-MODY (+) nnop,
(MyTaHTHbIV anfesnb N0 MaTePUHCKON /

GCK-MODY(-) matb, GCK-MODY(-) nnog,

GCK-MODY (-) matb GCK-MODY (+) nnopg, (MyTaHTHbIA
annenb No OTLOBCKOW NMNMHUK / de novo).
GCK-MODY (+) MaTb C OLLMOOYHO ANArHOCTUPOBAHHBLIM
recTaunoHHbIM caxapHbIM AYabeToM 1 nonyvaioLas
neyeHuve nHeynmHom, GCK-MODY (-) nnog,

Makpocomus Hopmocomus

Mukpocomus

Ka TIEpeIIes U3 KaTETOPUN «OXUPEHUST» B «M30BLITOUHYIO
maccy Tenar». [lalmeHTaM peKOMeHI0BaHO MPOIO0IKUTh
COOJIIOIEHNE PAILIMOHATIBHOTO MUTAHUS C OTPaHUYEHUEM
OBICTPOYCBAMBAEMBIX YIJIEBOLOB U BBIITOJHEHUE EXETHEB-
HBIX GU3NYECKUX HATPY30K.

Y MmaMbI 00e 6epeMeHHOCTH ITPOXOIIIM Ha (hOHE HOP-
moriaukemuu. Oba pedbeHKa poXIeHbI 0e3 BhIpaxkeHHbIX
OTKJIOHEHUI1 B pocTe 1 Macce Tena. OmHaKo He0OXOTUMO
MMETb B BUIY BOBMOXHOCTb Pa3BUTHUSI MUKPOCOMMHU Y TLIIO-
J1a, TaK Kak HOPMAJIBHOTO YPOBHSI IJIMKEMUM Yy MaTepy He-
JMOCTATOYHO JJIST CTUMYJISILIUY CEKPEIIY MHCYJIMHA Y IIoaa
[14]. C uenbio BbISIBJIEHUSI MUKPOCOMMHU MCTIOIb3YETCS
YIIBTPa3BYKOBOM KOHTPOJIb ITAPAMETPOB POCTa ILTOMA.

Taxke He0OXOAMMO YUUTHIBATh OCOOEHHOCTU BEACHUST
0epeMEeHHOCTH Y Halllell MAalMeHTKU B OyIylleM (IeBYILKe
19 1eT), obycinoBieHHbIe HanuuueM y Hee GCK-MODY.
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