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AnHomayusn

MomnoreHHbIe GOPMBI caxapHOro Auabera, oobeauHsemMble B rpymy MODY (Maturity Onset Diabetes of the Young), npezcrasisiior co6oii pej-
KHe reHeTUYeCKHU JIeTepPMUHUPOBAHHbIE BAPHAHTHI 3a00JI€BAHUS ¢ AyTOCOMHO-/JOMUHAHTHBIM THIIOM HacJIe0BaHuUs, MaHU(eCTUPYIOLUe B MO-
JIOJIOM BO3DPACTe IIPU COXPAHHOU CEKPEIMH WHCYJINHA U OTCYTCTBUU ayTOUMMYHHBIX MapkepoB. OZTHUM U3 Hanbosiee U3yUeHHBIX IOATUIIOB SB-
JIsieTCsl TIIIOKOKHMHA30aCCOIMUPOBAHHbBIN caxapHbli uaber (MODY 2), o6yciioBieHHbIN MyTanusaMu B rene GCK, komupymonieM GepMeHT TJTi0-
KOKHHA3y — KJII0YEBOU CEHCOP IVIIOKO3BI (3-KJIETOK IIOJKEIIyZJOUHON JKesle3bl. I'eHeTHuecku Bepudunuposanusle ciydan MODY 2 xapaxkrepu-
3YIOTCsI CTA0WIBHBIM T€YEHUEM, MATKON IMIIEPIVINKEMUEN U HU3KUM PHCKOM COCYZAHMCTBIX OCJIOKHEHUH, uTo TpebyeT auddepeHnnpoBaHHOTO
TepareBTHYECKOTo MOX0AA.

IJeaw. IIpencTaBUTh KIMHUKO-TEHOMHYIO XapaKTEPUCTHKY MaleHTa ¢ FeTepO3UTr0oTHON maTtoreHHoi cyberutynueit p.Thr228Met rena GCK,
OIpe/eISIIoNIel pa3BuTHe caxapHoro auabera 3-ro tuna (MODY 2), u npoaHain3upoBaTh 0CO6eHHOCTU (DEHOTUIIA B KOHTEKCTE MeTaboInye-
CKOW U HACJIeZICTBEHHOH IIPEIPACIIONIOKEHHOCTH.

Mamepuaast u memoout. IIpoBe/ieH aHAIN3 KIMHUYECKOTO CIydast HalfenTa My»KCKOTo [oJ1a 20 JIeT ¢ paHHeH MaHudecTaiyuei rumeprim-
KEeMHH, OTPUIIATEIbHBIM aHAJIN30M Ha ayTOAHTHTE A K AHTUTeHAM [-KJIETOK U COXPAHHOM cekpenueii C-nentuia. BeIIOIHEHO MOJIEKYJISIPHO-Te-
HETHUYeCKOoe HccilejoBaHye manenn « CaxapHbli JuabeT — THIEPUHCYIMHA3M» METOZOM MacCcoBOTO IapaiesnbHoro cekBeHnposanus (Illumina;
MIOKPBITHE >99%), BhIABUBIIee naToreHHbIH BapuaHT ¢.683C>T (p.Thr228Met) B reTepo3UTrOTHOM COCTOSIHUU. JJaHHBIE HHTEPIPETUPOBAHBL C
yaeroMm kputepreB ACMG 1 0TeueCcTBEHHBIX PEKOMEH/IAIIi.

3axarouenue. lereposurorHas myranus p.Thr228Met rena GCK oripe/iesisieT yCTOUYHBBINA (PEHOTUIT YMEPEHHOU MMITEPIIMKEMUH IIPU COXPAH-
HOM (pyHKIIMM (-KJIETOK, COOTBETCTBYIOIIMI KInHUYeckoMy Bapuanty MODY 2. JluarHoctiueckasi Bepudukamys MOHOI€HHOro uabera Imo-
CPE/ICTBOM CEKBEHHUPOBAHMS SIBJISAETCA KIIOUYEBBIM DJIEMEHTOM IEPCOHAIIM3UPOBAHHOTO HOZXO0/1a, TO3BOJIAIONINM U30eKaTh HeOOOCHOBAHHOM
UHTeHCU(UKAIMY TePATIUH U ONTUMU3UPOBATh MeTab0INIeCKUH KOHTPOJIb.

Knaoueswvte caoea: caxapubiil fuaber 3-ro Tuna, MODY 2, GCK, rimokokunasa, p.Thr228Met, MOHOTeHHBIN 11abeT, MOJIEKY/IIpHAs JIUAarHO-
CTHKA, KIIMHUYECKUN CITydai.
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Abstract

Monogenic forms of diabetes mellitus, collectively classified as MODY (Maturity Onset Diabetes of the Young), represent rare, genetically deter-
mined variants of the disease with an autosomal dominant inheritance pattern, typically manifesting at a young age while maintaining preserved
insulin secretion and the absence of autoimmune markers. One of the most well-characterized subtypes is glucokinase-associated diabetes
(MODY 2), caused by mutations in the GCK gene encoding glucokinase — a key glucose sensor of pancreatic -cells. Genetically verified cases of
MODY 2 are characterized by a stable clinical course, mild hyperglycemia, and a low risk of vascular complications, which necessitates a differ-
entiated therapeutic strategy.

Aim. To present the clinico-genomic characterization of a patient carrying a heterozygous pathogenic p.Thr228Met substitution in the GCK gene,
determining the development of type 3 diabetes (MODY 2), and to analyze the phenotypic features in the context of metabolic and hereditary pre-
disposition.
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Materials and methods. A clinical case of a 20-year-old male with early-onset hyperglycemia, negative autoantibodies to p-cell antigens, and
preserved C-peptide secretion was analyzed. Molecular genetic testing using the “Diabetes—Hyperinsulinism” gene panel was performed by next-
generation sequencing (Illumina platform, >99% target coverage), revealing a pathogenic ¢.683C>T (p.Thr228Met) variant in a heterozygous
state. The data were interpreted in accordance with ACMG standards and national guidelines.

Conclusions. The heterozygous p.Thr228Met mutation in the GCK gene defines a stable phenotype of moderate hyperglycemia with preserved
[-cell function, consistent with the clinical variant of MODY 2. Molecular genetic verification of monogenic diabetes via sequencing is a key com-
ponent of personalized medicine, allowing clinicians to avoid unwarranted therapy intensification and to optimize metabolic control.
Keywords: type 3 diabetes, MODY 2, GCK, glucokinase, p.Thr228Met, monogenic diabetes, molecular diagnostics, clinical case.
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C axapHbii guaber 3-ro tuna (MODY 2), accoruupo-
BaHHBIN ¢ MyTanuaMu B reHe GCK, IpeiCcTaBIIsAET Co-
6011 0/1Hy U3 HanboJsiee U3y4eHHBIX, HO IIPU 3TOM HEPEJIKO
HeJI0/IUarHocTupyeMbix GopM MOHOTEHHOTrO 1uabera, xa-
PaKTepU3YIOUIyIOCH CTA0MIBbHOW T'HIEPIIUKEMUEN yMe-
PEHHOU CTelleHH IPU COXPAaHHON WHCYJIHMHCEKPETOPHOH
dbyHKINY B-KJIETOK U OTCYTCTBUH ayTOMMMYHHBIX MapKe-
POB IIOBPEXJEHUA OCTPOBKOBOTO ammapara [1—4].
C TOYKM 3peHUs HO30JIOTHYECKOHN KiaccuUKAIUN /1aH-
HBIA BADUAHT OTHOCUTCS K IPYIIIIE aQyTOCOMHO-/IOMUHAHT-
HBIX (popM auabera MOJIOJOTO BO3pACTa, BKJIIOUAIOIIEH,
110 COBPEMEHHBIM JIAHHBIM, HE MeHee 14 MOJIEKYJISAPHO-
reHeTHYecKH BepH(UINPOBAHHBIX IIO/TUIIOB, O0YCJIOB-
JIGHHBIX ITIATOT€HHBIMH BAapUAHTAMH B PA3JIUYHBIX Pery-
JIATOPHBIX JIOKycax (-KJIE€TOYHOro MeTaboau3Ma U HHCY-
JIMHOTeHesa [3, 5, 6].

Qenorunuueckue npoasiaeHusa MODY 2 onpenenaoTes
[IEPBUYHBIM HApYIIEHHEM IJIIOKO30YyBCTBUTEIBHOCTH [3-
KJIETOK BCJIE/ICTBUE JUCHYHKIHUM IJIIOKOKWHA3bl — (ep-
MEeHTa, KaTajausupyomero ¢ochopunupoBaHue IJIFOKO3bI
B IUIIOK030-6-docdaT u (PyHKIIMOHUPYIOLIETO B KadecTBe
«TJIFOKO3HOTO ceHcopa» [5, 6]. Myranuu B rene GCK tpu-
BOJIAT K C/IBUTY IIOPOTOBOM UyBCTBUTEJIBHOCTH [3-KJIETOK K
IJTIOKO3€ B CTOPOHY IOBBIIIIEHN S, YTO BBI3bIBAET KOMIIEHCA-
TOPDHOE CMeIlleHHEe PAaBHOBECHOI'O YPOBHA IVIMKEMUU H
dopmrpoBaHue COCTOSHUSA NMEPCUCTUPYIOIIEH THIIepIIH-
KeMHUH HU3KOH uHTeHcuBHOCTU [7]. Ilpm sTtom cekperus
WHCYJIMHA COXPAHAETCs, ypOBeHb C-IIeNTH/Ia COOTBETCTBYET
HOPMAaJIBHBIM HJIM CJIETKA CHIDKEHHBIM 3HA4YeHUAM, a
CTPYKTYPHAs I€JIOCTHOCTH [3-KJIETOYHOTO IyJla He Hapy-
meHa, uyro oraudaer MODY 2 ot kinaccnyeckux $opm ca-
xapHoro auabera 1-ro u 2-ro Tumna [8].

Anugemunosnorndecku MODY 2 Berpevaercs nmpubiausu-
TEJIPHO B 20—30% BCeX CJIydaeB MOHOTEHHBIX (opM auma-
Oera, OMHAKO BCIEACTBHE (DEHOTUIIMYECKOTO CXOZCTBA C
JIETKUMU BapHaHTaMu auabeTa 2-ro THIA U HapPYIIEHHOH
TOJIEPAHTHOCTH K IJIIOKO3€ OH HEPEJIKO OCTAETCs HepacIo-
3uanabiM [9]. CpeHuil Bo3pact maHudecranuu 3a60seBa-
HUS BapbupyeT OT PAaHHEro JeTCTBAa /IO IOHOIIECKOTO Iie-
proza, IpPU 5TOM KJIWHHYECKHUE IIPOABJIEHUSA MUHHU-
MaJIBHBI: TUIIEPIJINKEMUsI HATOIIAK OOBIYHO HE IIPEBBI-
aer 7,5 MMOJIb/JI, & YPOBEHb IVIMKUPOBAHHOTO T'€MOIJIO-
6una (HbA, ) xose6sercs B npefenax 6-7,5% [2, 7-9].

MoJieKyApHO-T€HETHYECKIE HCCIEI0BAHNUA BBIABHJIN
6osiee 600 Pa3/JIUYHBIX IATOIeHHBIX BAPUAHTOB B TeHe
GCK, BKJIIOUASI MUCCEHC-, HOHCEHC- U CIJIAUCHHT-MYyTaI[H,
a TakKe MaJsible Jieenuu u uHcepnuu [1]. Cpeau Hux 3a-
mena p.Thr228Met (rs80356655), JIOKaIM30BaHHAS B 7-M

SK30HE I'eHa, OTHOCHUTCS K YHCIIy HanboJiee IMaTOTeHHBIX U
KOHCEPBAaTUBHBIX, 3aTparnBas QyHKINOHAIIBHO 3HAYNMYIO
06J1aCTh, YYACTBYIOIIYIO B KOH)OPMAIIMOHHOW cTabuIn3a-
nuu ¢epmenrta [10]. Myranusa Hapymaer ad@UHHOCTD
[JIIOKOKHMHA3BI K [VII0KO3€, CHIKASA CKOPOCTh KaTaJTH3Upye-
MOH peakIuH, UYTO IPOSBIIAETCA B C/IBUTe «yCTAHOBOYHOH
TOYKH» MeTabOJIMYECKOTO CEHCOPa U KJIMHUYECKOU CTabu-
JIN3aliy YMEPEHHO! THIlepIiaukeMud [6, 8, 10—12].

[TaTorenernueckasn koHnennus MODY 2 6asupyercs Ha
IIPUHIUIE «MeTabO0JINYECKON IIepeHACTPOUKI» [(-KJIETKH,
IIPX KOTOPOU ITPOMCXO/IUT /IaNITAIUA €€ CEKPETOPHOTO OT-
BeTa K IIOBBIIIEHHOMY IIOPOTY IJIMKEMHUYECKOTO pas3iparKe-
HuA. OTCYTCTBHE NPOTPECCUPOBAHMSA TUIIEPITIUKEMUU U
MHHUMAaJIbHAsA BEPOATHOCTH COCYJHMCTBIX OCJIOKHEHUU
OTIPE/IEISIOT OIaTONPUSTHBIN TPOTHO3 3a00seBanusi [2, 9].
B orimure ot HHCYJIMH3aBUCUMBIX GopM uabera, papma-
kotepanusa npu MODY 2, kak npasmio, He Tpebyercs; 6a-
3UCHBIMU ABJIAIOTCA JIUETHUECKHE PEKOMEHAINN U KOHT-
poJib yriieBoiHOTO 0OMeHa [2, 5, 11, 12]. C Apyroii CTOPOHBHIL,
CBOEBpDEMEHHAas MOJIEKyJIApHas BepuduUKanusa uMeer
KJIIOYEBOE 3HAYEHHE JJIs MCKJIIOYEHHA OUTMOO0YHON WHCY-
JIMHOTEPANNY ¥ IPEJOTBPAIIEHHA TI'HIIOIVIMKEMUYECKIX
COCTOSTHUH [2, 4].

CoBpeMeHHbIe TUarHOCTUYECKHE CTAHAPTHI IPEeIIoa-
rarmr 00s3aTeJIbHOe IPUMEHEHNE CEKBEHUPOBAHMA HOBOTO
nokosenuss (NGS) B cocraBe IaHesiell, OXBATHIBAIOIIUX
rensl GCK, HNF1A, HNF4A, KCNJ11 u ap. UHTepnperanus
BBIIBJIEHHBIX BADUAHTOB JIOJIKHA OCYIIECTBIIATHCA B COOT-
BETCTBUU C KPUTEPUAMH AMEPUKAHCKOT'O KOJUIEKa MeIH-
nuHckoi renetuku (American College of Medical Genetics,
ACMG) u HalnMOHAJTBHBIMU PYKOBOJICTBAMH, 4TO oObec-
[I€YNBAET BOCIIPOU3BOJIUMOCTh PE3YJIbTATOB M KJIMHUYE-
CKYI0 BJIM/IAIIUIO TATOTEHHOCTH MyTalui [2, 5—8, 11].

I'TI0KOKMHA30aCCOIUMPOBAHHBIN caxapHBIH 1uabeT 3-To
tuna (MODY 2) npesicrasisier cob0ii MOJie/Th MOHOT€HHOTO
MeTabO0JINYECKOTO PaCCTPOHCTBA € YETKO OIIPE/ieJIEHHBIM
MOJIEKYJIAPHBIM CyOCTPaTOM U YHHUKaJIbHOW KJIMHHUKO-OHO-
XUMUYECKOH XapaKTepHUCTUKOU. VceileioBaHue TaKuX CIIy-
YaeB He TOJIBKO pacIIUpseT HIOHUMAaHUe MEXaHU3MOB Pery-
JIAAAY TJIMKEMUH, HO U CJIy>KUT OCHOBOH /111 (hOpPMUPOBa-
HUA IApaJIuTMbl [I€PCOHATU3UPOBAHHON 3H/IOKPUHOJIO-
I'HY, OPUEHTHPOBAHHON HA I'€HETHYECKYIO HUIEHTUYHOCTD
IaIueHTa U ONTUMHUBAIINIO JIeueOHOH CTpaTernu.

KnuHnueckuin cnyvanm

B criennanm3upoBaHHOE SHAOKPUHOJIOTUYECKOE OT/iesIe-
Hue OI'BY «HanuoHaabHBIA MEIUIMHCKUN KCCIeA0Ba-
TeJIbCKUH IEHTP SHAOKpuHosorun» Mwun3zzapasa Poccuu
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ITOCTYIIFJI IIAITUEHT 3., 20 JIET, C HAIIPABUTEIBHBIM JIUATHO-
30M «CaxapHbIU [1abeT HeyTOUHEHHOTO TUIIa» JJIs yIIy0-
JleHHOU uddepeHInaTbHON UarHOCTUKU (HOPMBI 3200-
JIeBaHUA W OIPeJie/ieHNs JlaJIbHeUIeld TeparneBTHYecKOn
TakTUKHU. [0 JaHHBIM aHaMHe3a, BIIEPBbIE IIOBBIIIEHHE
YPOBHS IVIFOKO3BI HATOIIAK JI0 7,1 MMOJIb/JI OBUIO 3aperu-
CTPUPOBAHO B Bo3pacTe 6 JIeT IIPU IPOBEIEHNH ILJIAHOBOTO
00cyIe0BaHuA, UYTO COIIPOBOXK/AAJIOCH HOPMAaJIbHBIMHU II0KA-
3aTeJIAMH IIOCTIIPAH/IMAJIBHON IJIMKEMUU U OTCYTCTBHEM
KJIMHUYECKHUX IPU3HAKOB JEKOMIIEHCAIUN YIJIEBOHOTO
obMeHa. B TeueHne ocyIeAyIONUX JeT YPOBEHD TJIHKEMUH
oCcTaBaJiCd yMEPEHHO IIOBBIIIEHHBIM, HE IIpPEBbIIIAd
7,5 MMOJIb/JI, IPH 5TOM 3IIU30/]0B KETOAI[I/I03a, BBIPAKEH-
HOH MOJIMYpUH, ITOJUIUAIICHH WJIHA [IOTEPH MAaCCHI TeJa He
HabJII0JaI0Ch.

AHaMHe3 KU3HU He OTATOIIEH: IIepeHeC TOH3UJIJIIKTO-
MU0 (2013) ¥ BApUKOIETIIKTOMHUIO (2023), aJUIEpTHUeCKIi
¥ SIHIEMUOJIOTHYEeCKUE aHaMHe3 6e3 ocobeHuocreii. Ha-
CJIEZICTBEHHOCTD OTATOIEHA 10 JIMHUU 000X pOJUTEesIeN:
caxapHbIi auaber 2-ro THIAa y npadadyuiek, YTo yKa3bIBaeT
Ha BO3MOJKHYI0O MEXXIIOKOJIEHHYI0 TPaHCMHUCCHUIO MeTabo-
JINYECKUX HapyLIIEHWH IO ayTOCOMHO-JZOMHHAHTHOMY
THUIy. BpesHble IPUBBIYKK OTCYTCTBYIOT, PU3HUECKas aAK-
THUBHOCTbH JIOCTATOYHA.

IIpu IEPBHYHOM OCMOTpPE COCTOSIHHE IAIFieHTa yZOBJIe-
TBOPUTEJIBHOE, KOXKHBIE IIOKPOBBI OOBIYHOU OKpPAacCKH,
Macca Teyia 70 Kr, pocT 185 €M, HH/IEKC MAacchl TeJia
20,4 KI/M2, 4TO COOTBETCTByeT HOpMe. ['eMopuHamMude-
CKHe IIOKa3aTesJUu CTabWJIbHBI, apTEPUAIBHOE JIaBJIEHHE
118/72 MM pT. CT., 4aCTOTa CepAEYHBIX COKpAI[eHHI
72 ya/MuH. OOBEKTUBHO ITPU3HAKOB JINIOAUCTPODUHU, KCAH-
TOMATO3HBIX BBICHIIAHUIN, MHKPOAHTHMOIATHYECKUX IIPO-
SIBJIEHUH WiIu JuabeTnyecKol HePOIIaTHH He BBIABJIEHO.

[To nmaHHBIM J1abOPAaTOPHOrOo 006CIENOBAHUA YPOBEHD
HbA,, cocrasun 6,6% (IFCC — 49 MMOJIb/MOJIB), CpEHAA
rukemusi o eAG — 7,9 mmosin/i1. Kornenrparus C-mer-
tuga — 0,86 Hr/Mu (ipu HOpMeE 0,73—4,37), YTO YKa3bIBAeT
Ha COXPaHHYIO CEKpPEeTOpHyI (yHKIUIO [-KjieTok. AHa-
au3bl Ha aHTuTesna k GAD, IA2, IAA u ICA — orpunaresn-
HbIE, YTO HCKJIIOYAeT ayTOMMMYHHYIO IIpUPOJY 3a60seBa-
HUA. YPOBEHb KPEaTHHUHA — 102,3 MKMOJIb/JI, IOKA3aTeIH
[IeYeHOYHBIX (PEPMEHTOB U JINIIUAHOTO NPpOdUIs — B IIpe-
Jles1aX (PU3NO0IOTUIECKON HOPMBI.

JIis yTOUHEHHS 9TUOJIOTHH I'MIIEPIJINKEMUY [IPOBE/IEHO
MOJIEKYJIADHO-TeHeTHYeCcKoe HccyiefoBanue naHenn «Ca-
XapHBbIA AuabeT — TUIEepUHCYJIMHU3M» METOZOM Macco-
BOro IapauiesbHOro cekBeHuposanus (Illumina, 2x150
11.0.). CpeiHAA TIIyOWHA MOKPBITHA — 156, IIPOLIEHT Iiejie-
BBIX HYKJIEOTH/IOB € 3(GEKTUBHBIM IOKPBITHEM >10X —
99%. O6Hapy:KeH paHee OIUCAHHBIN IATOTeHHBI BADUAHT
c.683C>T (p.Thr228Met) B 7-m sk30He rena GCK
(NM_000162.5) B TreT€pO3UTOTHOM COCTOSIHUH, 3aperu-
crpupoBaHHbIi B 6a3e ClinVar (rs80356655) u aHHOTHPO-
BaHHBIN KaK KJIHMHUYECKH 3HauuMbIi Ajass MODY 2. [lan-
HBIH BapHaHT OTCYTCTBYeT B IOIYJIAIIMOHHBIX 6a3ax gno-
mAD v3.1.2 1 JIOKaJIU30BaH B BBICOKOKOHCEPBATUBHOM KO-
JIOHE, UTO CBHJIETEJILCTBYET O €r0 QYHKIIMOHAIbHON 3HAYH-
MOCTH.

[ManyeHT MOJIy4Yas TEePAIHi0 MPOU3BOAHBIMU CYIb(DO-
HWwIMO4YeBUHBI (rukiasu MB) u uaruburopamu SGLT2
(amnarndio3un), ogHako Ha (oHe JedeHUs HaOJaa-
JIUCh YXYZIIeHVE TJIMKEMHYECKOTO KOHTPOJISI U 3IU307bI
nrckoM@opTa, YTO IPHUBEJIO K CAMOCTOSTENBHON OTMEeHe
npenapaToB. [locjie OTMEHBI THIIOTJIMKEMU3UPYIOIEN Te-
panuu ¥ KOPPEKIMH MUTAHUS [T0KA3aTeTN [JINKEMUU CTa-
OUINBUPOBAIUCH B TIpeJiesiaX 5,0—10,0 MMOJIb/JI, yDOBEHb
HbA,, cauzuica 10 6,9%. OTu faHHbIE YKA3bIBAIOT HA He-
3(pdEeKTUBHOCTh CTUMYJISANUU CEKPEIUM WHCYJIUHA MPU
MODY 2, uTto moATBEPXKAAET METAOOJIMUECKYI0 aBTOHOM-
HOCTb JIAHHOTO BapuaHTa iuabeTa v OTCyTCTBHE HEOOXOU-
MOCTH B MEIMKaMEHTO3HOM BMeEIIaTeILCTBE,

ITo pe3ysibTaTaM KOHCUJINYMA YCTAHOBJIEH KJIMHUUECKUHI
nuarHo3: «CaxapHbiil auaber 3-ro tuma (MODY 2), 06-
VCJIOBJIEHHBIH reTepo3uroTHoil myranueid p.Thr228Met
rena GCK, 6e3 ocnoxuennii (E13.9 mo MKB-10)». Peko-
MEH/IOBaHbI IMETOTEPAIINSI C OTPAHUYEHHEM JIETKOYCBOSsIe-
MBIX YIJIEBOJIOB, €3K€/[HEBHBIM CAaMOKOHTDOJIb TJIUKEMHUH,
moruTopuHT HbA  Kask/ible 3 Mec, eskeroiHoe o6cIesoBa-
HUE Ha MpeIMeT HAINYHNA AUabeTHIECKUX OCIOXKHEHUN U
JINHAMUYeCcKoe HaOJII0/IeHNE Y 9H/IOKPUHOJIOTA.

O6cyxpeHue

ITpencraBiieHHBIN CIydail WTIOCTPUPYET KJIACCHYEeCKUH
(eHOTHII TIIFOKOKMHA30aCCOLMUPOBAHHOIO CAXapHOTO
nuabera 3-ro tuna (MODY 2) — penkoit hGopMbl MOHOTEH-
Horo nuabera, XxapaKTepuaywlieicsa cTabMIbHOH yMepeH-
HOH TUIIepIVINKEMUEH NPU OTCYTCTBUH IPU3HAKOB ayTO-
MMMYHHOTO [-KJIETOYHOTO IIOBPEXIEHUS M COXPAHHOU
cekpenueil nHCyInHA. ['eHeTHYeckasa BepudUKanus IaTo-
rerHoro BapuanTa p.Thr228Met rera GCK no3Bosinia of-
HO3HAYHO WJIeHTU(DHUIIIPOBATh HO30JIOTUYECKYIO IIPUHAJ-
JIEXKHOCTD 3a00JIEBAHMA U HUCKJIIOUYHUTH OIIUOOYHYIO TPaK-
TOBKY €ro Kak jnabera 1-To WiH 2-ro Tuna. IlatoreHernye-
CKU OOHapy’keHHas 3aMeHa aMHUHOKHUCJIOTHI TPEOHHHA Ha
METHOHUH B IIO3UIUHU 228 HapymaeT KOHGOPMAIMOHHYIO
JUHAMUKY KaTaJIATHYECKOrO JIOMeHa IVIIOKOKMHA3bI, CHU-
’kas ee apUHHOCTP K IVIFOKO3€ U MOBBIIIAA IOPOT CTUMY-
JIAIMH CEKPeLUU MHCYJIUHA. DTO BeleT K (GOPMHUPOBAHUIO
COCTOSIHUSA KOMIIEHCHPOBAHHOU T'MIIEPITINKEMUH 6e3 TeH-
JIEHITNH K IEKOMIIEHCAIIUHU U 6e3 BIPAXKEHHBIX COCYUCTBIX
ocnoxHeHUH. KitnmHnyeckas cTabMIbHOCTD, OTCYTCTBHE Ke-
TOANN/[03a U MUHUMAaJIbHBIE MeTa00INYeCKHe OTKIOHEHUSA
1103BOJIAIOT paccmarpuBath MODY 2 kak o06pokadecTBeH-
Hyto dbopmy auabera, TPeOYIOIIYI0 UHUBU/IyTU3UPOBAH-
HOro nozaxozaa 6e3 GapMakoJIOTHIecKOH HArPy3KH.

C AmarHoCTUYecKOW TOYKU 3PeHUs JAHHBIN ciydai
[IOTYEPKUBAET BAJKHOCTh BKJIIOUEHHSA MOJIEKYJIIPHO-Te-
HETUYECKOTO0 TECTHUPOBAHHSA B AJITOPUTM 00CJIeOBAHUA
MOJIOZBIX IANVEHTOB C TUIEPIJINKEMUEH, OTPHUIATENIb-
HBIMU pe3yJIbTaTaMH aHaJIH3a Ha ayTOAHTHUTEeJIa U CO-
XpaHHBIM ypoBHeM C-mentupa. I'eHomHas crpartuduxa-
nus nuabera He TOJIBKO obeclieunBaeT KOPPEKTHOE OIpe-
JieJIieHUEe HO30JIOTHYECKOH (HOPMBI, HO U II03BOJIAET u3be-
JKaTh Ha3HAUEHUA HeIeJIeco00pPa3HOU Tepaluy, CHU3UTD
PHCK ATPOTE€HHBIX OCJIOKHEHUH M ONTHMHU3UPOBATH JI0JI-
TOCPOYHOE BeZieHUE IaI[UeHTa.

| KNMHUYECKNIA PA3BOP B OBLLENA MEAULIMHE | TOM 6 | Ne10 | 2025 | Clinical review for general practice | VOL. 6 | No. 10| 2025 | 41



Knuunueckmit anyyait / Clinical Case

3aknioyeHue

OnucaHHBIN KJIMHUYECKUU INIPUMEDP JIeMOHCTPUPYET
3HAaUeHNe MHTErPaTUBHOTO KJIMHUKO-TEHOMHOIO aHaIu3a
KaK KJI0YeBOI'0 MHCTPYMEHTA IePCOHAIM3UPOBAHHON 3H-
JIOKpuHOJIOTHH. I'eHeTmdeckass BepudUKanus BapHaHTa
p-Thr228Met B rene GCK noTBEpKAA€ET POJIb MOJIEKYILAD-
HBIX TEXHOJIOTUY B (POPMUPOBAHNU HOBOH ITapaZiurMbl JU-
arHOCTHKH U JIEYeHUsI CaXapHOTro fuabera, OpueHTHPOBaH-
HOH He Ha CUMIITOMAaTHKY, a Ha (pyH/IaMeHTaJIbHbIe MeXa-
HHU3MBI IIaTOTeHe3a.

Kongauxm unmepecoe. ABTOPHI 3as4BIIAIOT 00 OTCYTCTBUN KOH(MIIMKTA MHTEPECOB.
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