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Pe3rome

[Marmmenram ¢ MODY (maturity-onset diabetes of the young) merxko ommuOouHO cTaBsAT nuarHo3 aumabera | Tuma.
ABCC8-MODY Bbi3biBaetcsi Bapuantamu B rene AT®-cBs3biBatorieit kaccetsl noacemeiictsa C-unena 8 (ATP binding
cassette subfamily C member 8, ABCCS), kotopsii konupyeT perentop cyibdonnnmoueBunsl 1 (SURL), cyosenunn-
1ty AT®-uyBcTBHTENBbHOTO KanueBoro kaHaia (K-AT®), oOnapykenHoro B MemOpanax [B-kiaetok. ABCC8 orBedaet
3a CEKPEIHI0 MHCYIMHA, KOTOPBIH KOHTPOJIIMPYET YPOBEHb caxapa B KpOBU. B cTarhe aBTOpHI cooOmaoT o 35-eTHei
MaIMeHTKe ¢ THa0eToM — HOCHUTENBHHIIE BEPOSTHO MaToreHHoro Bapuanta NM 001287174.3: ¢.970G>A, p.V324M
(rs1328072266) B rene ABCCS. Ha ocHOBaHMHM pe3yJbTaTOB T€HETHYECKOTO TECTa ITAI[MEHTKE ITOCTABJIEH JHarHo3
MODY 12. 3akimouenne. [lepcoHnuinpoBaHHbIH MOIXO0A K THATHOCTUKE U JICUCHHIO OCOOCHHO Ba)KCH MPHU BBISB-
JICHUH «HEKJIACCHUYECKOT0» TEUCHUS CaXxapHOTo AnadeTa y JIUIl MOJIo/IoTo Bo3pacTa. [IpencraBieHHbli crydail 1eMoH-
CTPUPYET OCOOCHHOCTH KIIMHUYECKOTO TEYCHHUS U TPYIHOCTH B JICUCHUH PEIKOH (hOPMBI MOHOTEHHOTO THIIA Jrabera —
ABCC8-MODY.
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Abstract

ABCC8-MODY is caused by variants in the ATP-binding cassette transporter subfamily C member 8 (ABCCS) gene,
which encodes sulfonylurea receptor 1 (SURI), a subunit of the ATP-sensitive potassium channel (K-ATP) found in
B-cell membranes. ABCCS is responsible for the secretion of insulin, which controls blood sugar levels. We report
on a 35-year-old female patient with diabetes regarding a likely pathogenic variant NM_001287174.3: ¢.970G>A,
p. V324M (rs1328072266) in the ABCC8 gene. Based on the genetic test results, the patient was diagnosed with
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MODY 12. Conclusions. A personalized approach to diagnosis and treatment is especially important in identifying the
“non-classical” course of diabetes in young people. The presented case demonstrates the features of the clinical course

and difficulties in treating a rare form of monogenic diabetes - ABCC8-MODY.
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BBenenue

B nacrosiiee Bpemsi M3BECTHBI BapuaHThl B 14
reHax, MPUBOMSIINE K Pa3BUTHUIO Pa3HBIX MOATUIIOB
muabeTa B3pOoCioro THUIa y MOJIOABIX (maturity-onset
diabetes of the young, MODY) [1-7]. MODY omiu-
yaercs oT caxapHoro nuadera (CI) 1-ro u 2-ro Tuma
HE TOJIBKO MO0 KIMHUYECKOMY TE€YEHMIO, HO U C TOY-
KU 3pEHUS JICUCHUS, B HEKOTOPBIX CIIydasX HE Tpe-
Oyercs uncynunorepanus [1]. [TosTomy yTouHeHue
muarno3a MoHorenHoro CJ[ mmeer BaxkHOE 3HAYECHUE
JUISL OTIpe/iesIeHus] TaKTUKK JiedeHus. Kpome Toro,
MoHoreHHkbIi C/] — 370 3a0011€BaHNe C OTHOCUTEIHHO
YETKOM MOJIEbI0 HACIIENOBaHMS, 1 OKOHYATEIbHBIN
JIMarHo3 I03BOJIAET MPOBOAMTH T'€HETHUECKOE KOH-
CYJIBTHPOBAHUE IS MTAITUEHTOB U X POJICTBEHHUKOB.
Bapuants! B rene ABCCS yarie Bcero BCTpedaroTcs
nipu HeoHaTaabHOM CJl ¥ runIepuHCYIIMHEMIH, C peJI-
kuMm ormcanneM ABCC8-MODY (MODY 12) y nu,
Yy KOTOPBIX THUNEPIIIMKEMHUS BBISIBICHA BO B3POCIOM
Bo3pacte [7]. ABCC8-MODY accouunpoBaH ¢ ma-
TOTEHHBIMH M BEPOATHO MMAaTOT€HHBIMH BapHaHTaMU
B reHe ABCCS, pacnoioXeHHOM Ha xpomocome 11
u xomupytomeM Oenok AT®d-CBA3BIBAIOMIETO Kac-
CETHOTO TpaHcmopTepa moacemeictBa C, KOTOPBIi
SBIISIETCSL PEHENTOPOM CYIb(OHUIMOYEBHHBI THIIA
1 (SUR1). Yactora MODY12 cocraBisier OKoJIO
1 % cpemnt MODY-nuna6era. I'en ABCCS8 cocrout u3
39 sKk30HOB, Komupyromux 1581 amuuokuciory. B
2020 r. coobmanock o 55 Bapuanrax ABCCS, cBs-
3aHHBIX ¢ MODY 12 [8], a B 2024 1. ontucano 6omee
70 maTOreHHBIX U BEPOSTHO MAaTOTCHHBIX BAPHAHTOB
B JIAaHHOM T€HE, B TOM YHCJI€ C PACIOJIOKEHNEM B O~
HOM M TOM K€ OEJIKOBOM JIOMEHE, HO C Pa3IMYHbIMU
(heHoTHIIAMH B paMKax HapyIICHUH YIIIEBOJHOTO 00-
Mmena [9]. R.R. Kapoor et al. oOHapyxuim, uto gaxe
y 9IEHOB OJHON CEMBHU C OJIMHAKOBHIM MATOTEHHBIM
BapHaHTOM HAOIFOAINCH Pa3HbIE KITMHHYECKUE MTPO-
SBIICHUSI, BKJIIOYasi HEOHATAIbHYIO THITOIIINKEMHIO,
recrauoHHbIil CJ] u CJl y B3pocnbIX ¢ peluanBH-
pytomeii tunormukemueir [10]. XapakTepHCTHKH,
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MIpH KOTOPBIX PEKOMEHAYETCSl MPOBOJUTH MOJIEKY-
JIIpHO-TeHeTHYeCcKoe 00CiIeI0OBaHNEe Ha BBISBICHHE
ABCC8-MODY: pazsurue CJI B TeucHHE 6 MECAIICB
MOCJIe POKJICHUS WIN BPOXKIECHHAS THIIEPUHCYINHE-
MUYecKasi TUIOIIMKEMHUs, HeOHaTaJbHas THIIOINIH-
KEeMHUs B aHaMHe3€ WJIM BPEMEHHbII HeOHaTaJbHBIN
CJl, coOTBETCTBHE AMArHOCTUYECKUM KPUTEPHUIM
MODY, nuzkast 3p(heKTHBHOCTb MHCYNIHHA, TTOBTO-
pstoascs runornukeMust [ 1].

Onucanue
ABCCS8-MODY

Briepeeie runepriukemust ot 7,0 10 8,0 MMob/i
y JeByHIKH Oe3 M30BITOYHOTO Beca OOHapykeHa B
18 net. IlocraBnen auaruo3 CJI 1 Tuma, Ha3HAUYeHA
nHcynuHoTepanus. Co CIOB MallMeHTKH, TECThl Ha
aHTuTena K B-KkieTkam, aHTHUTENA K UHCYIMHY OBbLIH
oTpuuarenbHeie. [locie HeNPOJOIKUTENBHON Tepa-
nmuu OOJIbHAsE OTKa3aJach OT JICYCHUS WHCYIHUHOM,
TaK KaK WCIBITHIBAJIA YAaCThIC THUIOTIUKEMHYECKHE
coctosiHusA. B Teuenue 10 neT caxapoCHIKAIONIYIO
Tepanvio He MpUHUMAIA, ¥ SHAOKPUHOJIOTa HE Ha-
omonanace. B 27 nmet Bo BpeMs mepBoil OepeMeH-
HOCTH BBISIBIIEHA THIEPIIHKeMHUs 10 13 MMoib/1,
arieToH B MO4Ye, JUArHOCTHPOBAaH T€CTAIMOHHBII
CJ/I. Ha3zmauena WHCYTHHOTEPANHS IPOIJICHHBIM
HWHCYJIMHOM, JOCTUTHYTa HOPMOITIUKEMUS. Teuenne
OepeMEHHOCTH U POkl (KecapeBo ceueHue) — 6e3 oc-
noxxHeHui. [Tocne pogopaspenieHuss HHCYJIMHOTEpa-
U TAIMEHTKE HE MTPOBOAMIIACE.

B 28 ner uwepe3 | rog mocne 6epeMEHHOCTH OT-
MCHAJIUCh MOABEMBI YPOBHS IJTIFOKO3bI B KPOBU OO
15 wmwmone/n. TlpoBomuiack Tepamusi HHCYJIHHOM
MPOUICHHOTO ACWUCTBHS, MHCYJIUH KOPOTKOIO Jeii-
CTBHS HCIIOJb30BaIa HE PETYISIPHO. YPOBEHB IVIIO-
KO3bI KOHTPOJHMPOBAJIA PEIKO, IEJIEBBIX 3HAYCHUN
He pocrturana. Co CJI0B MAIUeHTKH, TEPHOANIESCKU
BO3HUKAIHM TUIMOTIIUKEMHYECKHE COCTOSHUS, KYIIH-
poBaia camoctosTenasHo. B 30 mer (mait 2019 1)
MOCTYNHJIa B DHIOKPHHOIOTHYECKOE OT/ACICHHE C
CONEp’)KaHWeM TIIIOKO3BI IHIa3Mbl HaTtomak 10-14

KIMHUYECKOIo ciryvyasi
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MMOJIB/JI, TIOCTIpaHAnanIbHOlH — 9—10 MMoONB/T Ha
(hore mpoBoAMMOI 0a3UCHO-OOIIOCHON HHCYIMHO-
tepanuu (Mucymua Tymxeo 20 EJ] moakokuao 1 pa3
B cyTKHU miepen cHoMm, Mucymua Xymarmor o 10 EJI
MMOJIKOYKHO TIepel 3aBTPAKOM, O0EIOM, Y)KHHOM).
IIpn oGcnemoBaHuM: ypOBEHb TIIMKUPOBAHHOTO Te-
mormoouna (HbAlc) 10,7 %, He3HauWTenpHasI TH-
nepnponaktuaemus (15,15 Hr/mur), KoHIEHTpamus
C-nienTujia yMEpeHHO CHUXKeHa — 296,17 Hr/Mi1, MuU-
KpoanbOyMHHYpHst — 5 /1. HeogHOKpaTHO BBIION-
HSUIOCH OOydYeHHE IO TOJICUETY XJICOHBIX EIMHUII,
TEXHUKE NOCTAHOBKM HWHCYJIMHA, TAKTUKE JEHCTBUI
MpU TUMOTIIMKEMUUYECKUX CcOCTosHUAX. [IpoBeaena
KOppeKIust 0a3uCHO-00IIOCHON WHCYIMHOTEPATIHH:
yBesnuueHue a03bl Mucynuna Tymxkeo go 22 EJT 1
pa3 B CyTKH Iepe]l CHOM, YMeHbIlIeHue 1036l MHCy-
muHa Xymanor — 1 EJ] Ha 1 xsie0Hyt0 enuHuIly nepen
OCHOBHBIMH TIprieMaMu Ty, O003HaYCH 1eIeBOM
YPOBEHb TIUKEMHH HATOIIAK MeHee 0,5 MMOJIb/II.
OTMeueHa HU3Kas IPUBEPKEHHOCTH K COOTFOICHUIO
PEKOMEH TAIHA.

YuuTteBas MOJOAOW BO3pAcT TPH BBISBICHUU
CI (18 ner), ompenensiemblii ypoBeHb C-mienTuja
o mpomecTBuu Oonee 10 JeT mocie MOCTaHOBKHU
muarno3a CJl u OTCyTCTBHE aHTHTEN K OCTPOBKO-
BBIM KIIETKaM MODKETYIOYHON JKeNe3bl, aHTUTEN K
rmytamaraekapookcuiaze (GAD), Obu1 3amomo3peH
MODY. B 33 roga (mapt 2022 1.) ruraHoBast TOCITH-
tamu3anus B crannoHap HUU Teparmmu n mpodwu-
JmakTHIecko MenumnuHbl — pumuana OUL[ Uuctu-
TyT nurosioruu u reHetTnku CO PAH mis oxazanms
BBICOKOTEXHOJIOTMYHON MEIUIIMHCKON ITOMOIIM IO
porTto « DHIOKPHUHOJOTHS» C TS0 YTOUHCHUS
tuna CJl u KoppeKkiuu mpoBoguMon tepamnuu. [la-
[IMEHTKAa HaXoauiIach Ha 0a3MCHO-OOMIOCHON HHCY-
nuHotepanuu (Mucymua Tymxeo 10 EJl momkoxxHO
1 pa3 B cyTku nepen cHoMm, Mucynmun Punnus 7 EJ]
MTOJTKOKHO TIePel OCHOBHBIMU MPUEMaMU THIIH ), UH-
CYJIMH KOPOTKOTO JEHCTBHsI BBOJMJIA HEPETYISPHO.
[Ipu oOcremoBaHnU: colepKaHUE B KPOBH IJIHOKO-
3bl — 24,4 mmons/n, C-ientuga — 483,2 Hr/mi (6071b-
e 3HAYCHHs] MPU CPABHEHUM C TOCIUTATU3AIMCH
3 rona Hazan), MUKpoansOymunypust — 5 mr/n. [pn
MIPOBEICHUN MOJIEKYJISIPHO-TEHETUYECKOTO  HCClle-
JIOBaHUSI OMPEICIICH BEPOSITHO MAaTOrCHHBIA Bapu-
aHT B reHe ABCCS: NM _001287174.3: c.970G>A,
p-V324M (rs1328072266) B reTepo3UroTHOM COCTO-
ssHAW. VI IeHTHYHBIH BapuaHT 0OHApYyKEeH Yy OTIIa, T. €.
JUTSI BBISIBIIEGHHOTO BapUaHTa BHYTPU CEMbU YCTaHOB-
JIeHa Kocerperalsi ¢ 00JIe3HBIO B BYX MOKOJICHUSIX.
Co cnoB nmauueHntku, Teuenue CJ/I y otua xapakre-
pU3yeTcsi HeCTaOMIILHBIM YPOBHEM TITFOKO3BI KPOBH.
Orer MpOXMBAET B IPYTOM TOPOJIE, C CEMbE HEe 00-
naercs. J{oub ManueHTKy SBIsSeTCs HOCUTENbHUTIEH
Bapranta NM_001287174.3: c.970G>A, p.V324M
(rs1328072266) B rene ABCCS. K Bo3pacty obcie-

CUBWPCKUIN HAYYHbIV MEOULIMHCKUIA XKYPHAI 2025; 46 (6): 279-285

WT/MT
Puc 1. Pooocnosnaa cemvu ¢ neummynnvim CJ[, 06-
VCIIOBNIEHHbIM namo2eHHbIM 8apuanmom

NM 001287174.3: ¢.970G>A, p.V324M

Fig. 1. Pedigree of a family with non-immune diabetes
causedbythepathogenicvariantNM_001287174.3:
c.970G>4, p.V324M (rs1328072266) in the
ABCCS gene

JIOBaHHUSA y JIEBOYKH HET KIMHUYECKUX U JabopaTop-
HBIX [IPU3HAKOB TUNeprivkeMuH (puc. 1).

Hocutenu mnaroreHHbIX BapHaHTOB B TI€HE
ABCC8 o00BIYHO YYyBCTBHUTECIBHBI K Iperaparam
CyNb()OHUIMOYEBHHBI, YTO CBSA3aHO C UX JCHCTBUEM
Ha SUR-penentops!, GyHKIMS KOTOPHIX HApyIIaeT-
ca mpu MODY 12. Onmcano HECKOJIBKO KIWHUYE-
CKHX CIIy4aeB, B KOTOPBIX y maruentos ¢ MODY 12
BO3HMKAJIM TUIOIIMKEMHUH Ha HEOOJIbIINE O3Bl MH-
CyllUHa, U y BCeX HaOroJanach BBICOKAs YyBCTBH-
TEJIBHOCTH K Tpernaparam Cymnb()oHMIMOUEBUHBI [9].
B ycnoBusx cramuoHapa OCyIIecTBI€Ha IOMBITKA
cTaOMWIN3MPOBATh TOKa3aTenyd INMIOKO3bl Ha (oHe
OTMEHbI MHCYJMHOTEPAIIMY U Ha3HAUCHMS Ipernapa-
TOB CYNb()OHMIMOUEBHHBI, HO 1IEJIEBBIX TIOKa3aTenen
[JTFOKO3BI KPOBU JIOCTHYb HE ynajoch. B nomonne-
HUE K NpoBOOMMOH uHcymmHoTepanuu (MHcynun
Tymxeo 14 EJ] 1 pa3 B cytku, Uuacymuna Purmms 3-5
EJl mepen ocHOBHBIMU IpHeMaMH IHIIH) JaHbl pe-
KOMEHJAllM1 NpUHUMaTh nanaridnosun 10 mr, mo-
KazaTeay DIMKeMHU CTaOMIM3UPOBAINCH HA YPOBHE
811 mmonb/n. Ilpu mocneayonmx oOpaIIeHUusIX K
9HJIOKPUHOJIOTY OECTIOKOMIIN HeCTaOUIIbHBIC YPOBHH
[JTIOKO3BI KPOBU: TUIIEP- ¥ TUIIOTJIMKEMHU. Y YUThIBAs
Pe3yIbTaThl MOJIEKYJISIPHO-TEHETHIECKOro 00cIeno-
BaHMs, OTMEHEHBI Janariu(io3uH W WHCYINHOTE-
panusi, WHULMUPOBAaHA Tepanusl DIHOCHKIAMUIOM
1,75 mr 2 pa3a B CyTKU, IPOBOAMIACH KOPPEKLIUS
JIO3BI C YUIETOM ITOKa3aTesei TIIMKEMHUH, TIOCTUTHYTa
KOMITEHCAIHsL.

B 35 net (c mapra 2024 1) cOCTOSIHUE KEHIIIH-
Hbl YXyALUIMJIOCh, OHa HEOTHOKPATHO TOCIHUTAIIM-
3UpOBAJIACh B DHIOKPHUHOJOTHYECKHE OTECIEHUS C
JKano0aMH Ha TOILIHOTY, CIIOHOOT/ENICHHE C MOCIie-
IYIOUIMM HEOAHOKPAaTHBIM CaMOCTOSITEJIbHBIM BbI-
3bIBAHUEM PBOTHI Il OOJErdyeHusl caMO4yBCTBUS,
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0011yI0 c11aboCTh, HEMPUATHBIN 3aITax W30 PTa MOoCIe
npremMa OENKOBOM MHUIM, HECTAOWIBHBIN YPOBEHb
[JTFOKO3bl KPOBHM, OOJM B HOTaX, JKXKEHHUE B CTYII-
HSIX, MKPOHOKHBIX MBIIIIAX, 6o B cyctaBax. Ha
(oHe omucaHHBIX Kajlo0 Macca Tejia MalUeHTKU
B TeueHue 2024 r. camxkanace ¢ 48 10 34 kr ¢ no-
ciemyrommM HabopoM Beca 110 44 kxr (HOs0ps 2024
r.). [lo nanaeM oOcnenoBanus B mapte 2024 r.: co-
nepxanre HbAlc 12,0 %, TIIFOKO36I T1a3MBI KPOBU
Haromak 13-17,9 mmone/n, uncynuna 2,2 MxE]l/
M. KoHCynpTHpOBaHA IICUXUATPOM, BBICTABIICH Jie-
MPECCUBHBIN 3MU30]1 JIETKON CTETEeHU. Y MaIllMEHTKU
OTMEYEHbI XapaKTepHble 0COOEHHOCTH HENPUHSTHUS
00JIe3HN B BUJE «CACITKH—ICIIPECCHN», HE OTpHUIla-
Jla, 9TO JJTUTEIFHOE BPEeMs HE COOIONaeT PEeKOMEH-
JIAIMH 110 JISUSHUIO U nuTaHuto. [Ipu naboparopHom
o0cieI0BaHNM: KOHIIEHTpanus B KpoBu C-menTuaa
525,48 Hr/mi, kpeaTUHHHA 39 MKMOJIb/J, TJIFOKO3bI
Hatomak 10 10 MMOMB/JI, CKOPOCTh KIyOOYKOBOU
¢unerpanuu 131 mu/mun/1,73 M2, COOTHOIIEHHE
anpOymuH/kpeatuHuH 10 Mr/MMOIb, MHKPOAIbOY-
MuHYypus 3,9 M1/, kKeToHypHs. PexomeHoBaHo mpo-
JOJDKUATH TEPANUIo ITHOSHKIAMHIOM B MaJIbIX 103aX
C BKJIIOYEHHEM 0a3aJIbHOTO MHCYJIMHA B TEPAIHIO C
TUTPALIUEN T03BI.

VYxynmenue coctosHus B utoHe 2024 r. Uncy-
JTUHOTEPAIHIO B aMOYJIaTOPHBIX YCIOBHUSIX HE TMOJY-
YaeT, TaK KaK Pa3BUBAIOTCS CHMIITOMBI THITOTIIHKE-
mun. Ilo pesynbratam oOclieoBaHUS: colepIKaHUE
[JTFOKO3BI KPOBU BapbUPOBajo ot 9,6 mo 12 mmods/i,
(bakTrueckuit yposenb HbAlc — 7,0 %, Mukpoaib-

Oymunypus 64,85 mr/n, keronypus. [IpoBeneHa kop-
PEKIHS TIPOBOMMON CaxapOCHIKAIOIIEH Teparuu:
Wncynun Tpecuba 6—8 EJI, mubenknamug 1,75 mr 2
pasa B cyTku. B HOsIOpe 2024 T. BBITIOTHEHHBIN B aM-
OyJaTOpHBIX YCIOBHAX (IIEII-MOHUTOPHHT KOHILICH-
Tpalyy TIOKO3bl Ha (hOHE MpuemMa MTHOSHKIaMUIa
1,75 mr 2-3 paza B CyTKH TIOKa3aJl, 9To MarueHTka 7 1
% BpeMeHH HaxOOUTCA B IIEJICBOM JAWAra3oHe IIH-
KeMUH, 2 % BpEMEHU — B COCTOSIHUH TUITOTITMKEMUH
3-3,9 mmonw/n. KoadduimeHnt Bapuanuu cooTBert-
CTBOBaJI KPUTEPHUSIM HU3KOH BapualOelbHOCTH (pHC.
2). ®axrtnuecknii ypoBeb HbAlc 6,9 %. Omnako
BECh HOSIOPB Y MAIIMEHTKH COXPAHSUINCH jKajJo0bl Ha
TOIITHOTY, CIIFOHOOT/ICTICHHE C MOCIEAYIOIIM CaMO-
CTOSITEIbHBIM BBI3BIBAHHEM DPBOTHI JUISI OOJNErueHHs
CaMOYyYBCTBUSI, OOIIYI0 ¢cIab0CTh, OOJIM B MBIIIIAX
rojeHei. [Ipu mpoBeeHUU KOHTPACTHOM PEHTIEHO-
CKOTIMHU JKey[Ka ¢ OapueM BBISBICH ractporiapes.
JlaHbI peKOMEH/IalliH TI0 TUTAHHUIO.

[NTarmenTka mpoaomKaeT HaOIIOIAThCS C AMATHO-
3om: [pyrue cnemuduueckue tumsl CH, ABCCS-
MODY. Lenesoii ypoens HbA 1c menee 6,5 % (dax-
traeckuit oT 21.10.2024 . — 6,9 %). JInabGeTraeckas
MuKpoaHruonarus. JluaGetuueckas aucTalibHAs
CEHCOpHas MOJIMHEUPOIaTrs HUKHUX KOHEYHOCTEH
(mucranpHas, CceHCOpHO-MOTOpHas). Jlnabermue-
CKasi aBTOHOMHAasi HeWpomaTus, KapAHOBACKYIIIpHAs
(hopma (Taxukapaus MOKOs ), TaCTPOMHTECTHHATbHAS
¢dopma (racrpomapes). Jlnadernueckas Heponarusi.
Xponnyeckas 6one3ub mouek C1A1. Arepockiepos
OpaxuonedalbHBIX apTepHii: B yCThe BHYTPEHHEH

Otyetr AGP

2 HoAG6PA 2024 - 15 HoAGPA 2024 (14 OHen)

CTATUCTUKA NO YPOBHAM INMIOKO3bl U LENEBBIE ANAMNA3OHbI

LibreView

BPEMSA B OUAMNA30HAX

Huxe 3,9 Mmonb/n MeHee 4 % (58 MUH)
Menee 1 % (14 MuH)
MeHee 25 % (6 4)

Menee 5 % (1 4 12 muH)

Hwxe 3,0 Mmonb/n
Bbiwe 10,0 Mmonb/n

Bbiwe 13,9 Mmornb/n

2 HOAGps 2024 - 15 HOAGpPsA 2024 14 Hen
Bpems paTtumka B akKTUBHOM COCTOSIHUM: 86 %
— OyeHb BbICOKUM 3%
>13,9 mmone/n (43 MuH)
[lnana3oHbl 1 LeneBble 3HA4YeHUA Ans Avabeta 1-ro Tuna unu 2-ro Tuna 13,9
[nanasoHbI coaepxaHmns rKo3bl LleneBble AvanasoHbl, % nokasaHuii (Bpems/AeHb) Bonbwasn 24 %
Lienesoit ananasoH 3,9-10,0 mmons/n Bonee 70 % (16 4 48 mMuH) 10,1 - 13,9 mmonb/n (54 46 MUH)

Kaxpoe y BO Ha5%B

MonesHbIM.

(3,9-10,0 Mmmonb/n) ABNsIeTCA KNMHUYECKN

mioko3a cpegH. 8,5 mmonb/n

Moka3aTenb KOHTpons 3a ypoBHeM rntoko3bl (GMI) 7,0% unu 53 mmonb/monb
31,6 %

v nokasatenb: <36 %

BapuabenbHOCTb YPOBHS IMIOKO3bI

b T B np Tax (% CV);

Onpep; TCA Kak

LleneBon anana3oH 71 %
3,9 - 10,0 mmonb/n (17 4 2 MuH)
Manas 2%
:33’8 3.0 - 3,8 Mmons/n (29 mnH)
O4yeHb HU3KUI 0%

<3,0 mmonb/n

(0 MuH)
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Fig. 2. Flash glucose monitoring results using FreeStyle Libre 2

Puc 2. Pesynomamul hneu-mMoHUmMopuHea yposHsi 210Ko3vl ¢ ucnonvzosanuem FreeStyle Libre 2
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COHHOW apTepuu ClieBa TMIIOIXOTEHHAsl aTepoCKIe-
potuyeckas OJIsIIKa MaJIOH reMOIMHAMUYECKON 3Ha-
YUMOCTH. XPOHHYECKHUH TACTPHUT, aCCOLUMPOBAH-
HBIH ¢ pedurokcom xemun (HP-craryc He yrounen).
Xponnueckuit 3anop. Jedumur maccel Tena (WH-
nexe maccel tena 15,8 xr/m?). TIponoHrupoBaHHast
nenpeccuBHas peakuus. llomyudaer rmOeHKIaMuza
1,75 mr 2-3 pa3za B cyTKH.

Oo6cy:xknenue

B mpezncraBieHHOM KIMHUYECKOM Cilydyae y Ia-
LUECHTKNA TNpPU BBIIBICHUM THIECPIIIMKEMUH OTCYT-
CTBOBQJIM CUMIITOMBI, XapaKTepHbIe i HanOojee
pactpoctpaneHHbIx TUTOB CJI: He OBLIO KeToaIu-
no3a, antutea K GAD u B-kierkam octpoBkoB Jlan-
repranca (ICA), koTopble MOXXHO OOHAPYKUTH OoJiee
yeM B 70 % cirydaeB Bo BpeMst Manudectarmm CJ1 1
Tuna. Yposenb C-menTua Npu BISIBICHUN THIIEPT-
JUKEMHUH U B MOCJIEAYIOLINE TO/IbI OOIE3HN OCTaeT-
Cs Ha HIDKHEH TpaHuIle peepeHCHBIX 3HAUCHUH. Y
MAalMEHTKH HE ObUIO M30BITOYHOTO BEca B JIETCKOM
Y IOHOIIIECKOM BO3pacTe, KIMHUUECKUX MPOsBIEHUIN
MHCYJIMHOPE3UCTEHTHOCTH, XapakTepHblx mist CJ|
2 tuna c panHuM aedroroM. IlokazanueM K mpose-
JICHUIO MOJIEKYJISIPHO-T€HETHYECKOTO aHajlnu3a Io-
ciykwio HetunuuHoe TedeHue CJI, CKIOHHOCTH K
YacThIM TUIOIIMKEMHYECKUM COCTOSHUSIM Ha (oHe
MPOBOJUMON MHCYJIMHOTEPANMM MPHU BBEIEHUU OT-
HOCHTEJIHHO HEOOIBIINX /103 Ha BTOPOM TOAY KIIU-
HUYECKOTo TeueHus 3abosieBanus u Hamuuue Cl y
0TI, KOTOPBKIiA 3a00JeN B Bo3pacte 10 35 JneT.

I'en ABCCS xomupyer SURI, cyObenuHMILy
AT®-9yBCTBUTEIBHBIX KaJMEBBIX KaHAIOB [3-Kie-
TOK TOKEIYJOYHON >KeJe3bl, 3aKphITHE KOTOPBIX
HEOOXOANMO /ISl CEKPEIMH TTIOKO30CTUMYIIHPOBAH-
HOro MHCynMHa P-kinerkamu. lloBbllieHue ypoBHS
IIIOKO3bl B KPOBH MPUBOJIUT K MOBBIIIEHUIO YPOBHS
AT® u yMEHBUICHUIO ITPOHULIAEMOCTH 3TOr0 KaHa-
Ja, MEMOpaHHBIH MOTEHIMAN CHIDKAeTCs, a IMOCTY-
wieHne noHoB Ca’’ B KJIETKY YBEJIMYMBACTCS, TPH-
BOJISl K YBEIMUEHHIO CEKPEIIUH NHCYIIHHA. VI3BeCTHBI
uaeHTu(UIMpoBaHHble BapuaHThl TeHa ABCCS u
ACCOIMMPOBaHHbIE C HUMHU KIMHHYECKHE (PEeHOTH-
nel. B nmuTteparype omnucaHbl HAEHTUYHbBIE BAPUAHTHI
MODY-ABBCS, koTopble UMEIOT pa3jiudyHbIe KIIH-
Huueckue (enorursl [8—10]. [TomHOTO 00BCHEHUS
reTepPOreHHOCTH TEHOTHII—()EHOTHI JIO CHX TTOp HET.

XpoHndeckas TUTIEPPYHKIUS [-KIETOK, Tepe-
XozduIasi B MPOTPECCUPYIOLIEE UCTOLIEHUE, MOXKET
OBITh BEPOSITHBIM MEXaHU3MOM, OOBSICHSIOUIMM
JIBOMCTBEHHOCTH TUTIOrHKeMuH B C/1, oTMedaronry-
1ocs npu onpeaeneHHbIx Bapuantax ABCC8. Kpome
TOTO, Y HOCUTEJIEH OJTHOTO M TOTO K€ TEeHETHYECKOTO
BapuaHTa MOXET HaOIIOMaThCs (heHOTHITIYCCKAs Ba-
PHaTHUBHOCTbB, 00ycJoBIeHHas ¢a3ol 3a0ojeBaHus,
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MIEHETPAHTHOCTHIO U BIHUSHUEM MOAH(DHIINPYIOIIIX
thakropos [10]. L.S. de Santana et al. onmcanmm xu-
HAYECKWH cirydaii BapmanTa reHa ABCCS, accoru-
WpOBaHHOTO ¢ HeoHarambHbIM CJ] M TMmepuHCYNMH-
HU3MOM; OJTHAKO y TTalleHTa He OBIJI0 KIIMHUYECKIX
TIPOSIBIICHUN B MIIQJICHYECTBE, UTO, BEPOSITHO, CBSI-
3aHO C TETEPO3UTOTHBIM COCTOSIHHUEM TI0 3TOMY TeHY
[11]. CnexyeT oTmMeTuTh, 4To y 34 % ManneHTOB ¢
ABCCS8-neonaransaeiMm  CII (ABCCS8-NDM) Ha-
Omonanrch HEBpOJOTHMUecKHe 3al0ofieBaHHs H3-3a
BBICOKOH 2Kcmpeccnn AT®-kaHana Kak B MOIKEITY-
JIOUHOM JKeJle3e, TaK U B HEPBHOM cuUcTeMe, HO 4Ya-
CTOTa HEBPOJIOTHUECKHUX OCJIOKHEHUH y MaIleHTOB
¢ ABCC8-NDM cocrasnsuta menee 1 % [12].

Hocurenu mytanmii B rene ABCCS, Kak npaBuio,
YYBCTBUTEJIBHBI K TIpenaparam Cyab()OHUIMOYCBH-
HBI, JieiicTBUe KOTOpBIX HanpasieHo Ha SUR-penen-
TOPBI, GYHKIHS KOTOPBIX HapymieHa npu MODY 12.
[13]. Onucano HECKOJIBKO KIMHUYECKHUX CIYy4acs,
koraa nanueHtsl ¢ ABCC8-MODY nemoncTpupo-
BaJll BBICOKYIO YYBCTBHTEIBHOCTh K IIperaparam
cynboHmwIMOYeBHHBI [14-16]. ¥V Momomoro mMyx-
yuHbl 24 net ¢ noareepxkaeHHbiM ABCC8-MODY
(p-Glul326Lys) s¢ddexTrnBHOCT MTEpBOHAYATHHOTO
rpreMa rimMenupua (2 Mr 1Ba pasza B JieHb) ObLIa
3HAYUTEIHHO BBIIE, YEM TPH JICUCHUH WHCYIHHOM.
3areM J03WpOBKa ObLIa MOCTETIEHHO CHWXEHA J0
2 MT' ¥ B KOHEYHOM HTOTE OTMEHEHA C HOpMaJIn3aIl-
et ypoBHs HbA 1c, 3HaUNTEIFHBIM CHIDKEHHUEM YHC-
Jla CIy4daeB THITOTIMKEMHUH W TIOBBIIEHUEM YPOBHS
C-nrerrruma [10].

Taxoke ormyONMMKOBaHBI NaHHBIE YCIIEHTHOTO Jie-
geHus1 manHoro tuma CJl komOuHanmen mpemapara
cynbdoHmIMOoueBUHbl U pananindosuHa 10 mr, B
pe3ysabraTe KOTOpOro y MaIMeHTa JOCTUTHYTHI Iie-
JIeBbIe 3HAUEHUS TOKa3aTresiel yIeBOAHOro oOMeHa
[18]. B onmmcanHOM HaMU KJIMHHYECKOM CIIydae Ja-
narmugao3nH Obul HedPEKTUBEH, YTO, BOZMOXKHO,
CBSI3aHO C HECOOJIOJCHUEM BpaueOHBIX PEKOMEHa-
UUNA 10 TMUTAHUIO, MUTHEBOMY PEKUMY U MOCTOSH-
HOMY IIpHEMY caxapocHMKaromiei Tepanuu. Onucax
KIIMHUYECKUH CiTy4ail 3PPEKTUBHOTO JICUCHUSI MET-
(hopmuHoM B no3upoBke 1000 Mr B CyTKH JaHHOTO
tuna CIl y npobanzna 12 jer, KOTOpoMy H3Ha4Yallb-
HO Obula Ha3zHadeHa uHcynuHoTepamus [19]. Pon-
CTBEHHUKH ITpobanaa ¢ nmoarsepxkaeHHsM ABCCS-
MODY nocturanyi HOPMOIJIMKEMHH COOIIOACHUEM
JTUETEHI.

Takum oOpa3om, B IUTepaType HUMEKOTCS €llu-
HuyHbIe onncaHusa TedeHuss ABCC8-MODY, takxke
MIpeJICTaBIIeHa BRICOKAS APPEKTHBHOCTH MPEMapaToB
Cynb(hOHMIMOYEBUHBI, OCHOBAaHHAs Ha IaTOTeHe-
TUYECKOM JIEHCTBUH JTHX IpEnapaToB MPH JTaHHOM
turie C/1. BoamoxHocTh mpumererus mpu MODY 12
COBpPEMEHHBIX KJIACCOB CaxapOCHWKAIOIIUX Tpera-
paroB, TaKUX KaK MHTHOWTOPHI HATPUH-TIIOKO3HOTO

283



Poimap O.J1. u op. ABCCS8-accoyuuposannwiii ouabem 3penoco 603pacma y Moa000u JHCeHWUHDL ...

KOTPAHCTIOpTepa 2, Maio u3ydeHa.

3ak/Iouenne

[TepcornduIupoBaHHbIN MOAXOA K ITHAaTrHOCTH-
K€ ¥ JICYCHHIO OCOOCHHO BAXKCH IPU BBIBICHUU
«Heknaccuueckoro» tedeHuss CJ| y mum Momomoro
Bo3pacra. [IpencrasieHHblil cirydail JEeMOHCTPUPYET
0COOCHHOCTH KJIMHUYECKOTO TEUCHHUS U TPYAHOCTH
B JIeUeHUH peAkoi ¢popmbl MoHoreHHoro tuma CJI
— ABCC8-MODY y HocHUTEIbHHIIBI BEPOSTHO Ma-
torenHoro Bapuanta NM_001287174.3: c.970G>A,
p-V324M (rs1328072266) B rene ABCCS.
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