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MODY B CHOMPH — MOACKYASIDHAS FeHeTHKA
U KAMHMYCCKHE NPOSABACHMS
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Juaenocmuposanue MODY umeem 8biCOKYHO KAUHUMECKYIO 3HAYUMOCb KAK 045 NPoOan00e (omcymcmeyem abcoamHast
NnompeOHOCMb 8 IK302eHHOM UHCYAUHE, HOPMORAUKEMUs. 8 DOAbUUHCMEe cayHaes docmueaemcs cooato0enuem duemol Uil
npUeMom NepopanbHbIX CAxXapOCHUNCAIOUWUX NPENapamos), max u 045 ux poodcmeeHHUK08 (8blCOKAsL 6ePOSMHOCHb HOCUMeNb-
cmea Mymauuii y poOcmeeHHUK08 nepeoli cmeneru podcmea, 4mo mpebyem 601ee MujamenbHo20 cO0pa cemeiiHo2o aHamHe3d
u onpedenenus nokazamenei yene600H020 0bOMeHa).

Ileaw. Onpedeaums Kaunuveckue xapaKmepucmuxy meverus pasuuix noomunos MODY 6 ycaosusx cubupckoeo pecuona.
Mamepuaavt u memodst. 20 nayuenmam ¢ kaunudeckum ouazrnozom MODY nposedenv ocmomp, 6UOXUMUHECKUL U 20PMO-
HanbHbli anaaussl kposu, Y3H, mosekyasapHo-eeHemuyeckoe ucciedosanue.

Pesyavmameot. boino éepugpuuyuposano uemoipe noomuna MODY: y 11 nayuenmos — MODY 2, y déyx — MODY 3, y 00noeo —
MODY 8 uy osyx — MODY 12. IIpu ouaenocmuposanuu MODY y 11 nayuenmos (69%) omcymemeoganu KauHu4ecKue
NPosGAeHUS. HAPYUEHUL Y2ne800H020 00MeHA, Y 00H020 NAUUEHMA 8bIA6AAA0CH CHUMICeHUe eeca. Cpedu conymcmeyouux
namonoeuil 8 aHamHese y nayueHmog npesaiupogaru ducaunudemusi —y 5 (31%), apmepuanvnasn eunepmonusi —y 3 (19%).
Y o00onoeo nayuenma (6%) ¢ MODY duaenocmuposana ouabemuueckas negpponamus, y 2 (13%) — ouabemuueckas pemuno-
namus, y 3 (19%) — nepughepuueckas noauneiponamus HUNICHUX KOHeuHOCmeli. Y 6cex nayuenmos 00cmueHymol yenesole
nokaszamenu yeneo0no2o odbmena, yposernvs C-nenmuda 0vi1 6 npedenax peghepeHCHbIX 3Ha4eHUll.

Bbieoost. B npedcmasnennoil uccaedosamensvckoii pabome 0viau ouazHocmupogarnsl vemoipe noomuna MODY (2, 3, 8, 12),
DPA3AUHAIOUWUXCS NO CBOEMY MEHEHUI0, HAAUMUIO 0CAONCHeHUl U makmuke aevenus. C pazgumuem MOAeKYAIPHOU eeHeMUKU
Hawu 3HAHUSA 0 MOHOEHHbIX OPMAX caxapHoeo duabema NONOAHAIOMCS, HO 00 CUX NOP 0CMAemcs MHO20 dcneKmos, mpe-
Oyrouux oanvHeiiue2o u3y4eHus.
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The diagnosis of maturity onset diabetes of the young (MODY) has high clinical significance in young patients (no absolute need
for exogenous insulin; normoglycaemia in most patients achieved by dieting or taking oral hypoglycaemic agents) and their
relatives (high probability of first-degree relatives being carriers of mutations, which requires a thorough collection of family
history and determination of the parameters of carbohydrate metabolism).
Aim. This study aimed was to determine the clinical characteristics of different subtypes of MODY in a Siberian region.
Materials and Methods. We performed an examination, biochemical and hormonal blood tests, ultrasound and molecular
genetic testing of 20 patients with a clinical diagnosis of MODY.
Results. Four subtypes of MODY were verified: MODY2 in 11 patients, MODY3 in two, MODYS in one and MODY 12 in two.
Eleven patients (69%) exhibited no clinical manifestations of carbohydrate metabolism disorders, and one patient showed
weight loss during early stage of the disease. Comorbidities included dyslipidemia, thyroid gland disorders and arterial hy-
pertension. One patient (6%) exhibited diabetic nephropathy; two (13%), diabetic retinopathy and three (19%), peripheral
neuropathy of lower legs. All patients achieved the target carbohydrate metabolism; the level of C-peptide was within the refer-
ence range.
Conclusion. Four different subtypes of MODY (2, 3, 8, 12) were diagnosed in the present study, which differed in their clinical
characteristics, presence of complications and treatment strategies. Our knowledge of monogenic forms of diabetes is expanding
@7 with the development in molecular genetics, but several aspects related to them require further study.
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OBPEMEHHBIN YPOBEHb TMATHOCTUYECKUX BO3MOXK-

HOCTEW MEIWIIMHBI MO3BOJISIET MPABUJIBHO OIpe-

IeJIUTh TUIT caxapHoro nuabera (CJ) y aeBsaTu
MaIMeHTOB 13 necsaTh. OMHAKO OBIBAIOT KIMHUYECKUE CIIy-
yan, Korga tedyeHre CJI oTimyaeTcss OT «KJIaCCUIECKOTO»
1-ro u 2-ro TunoB (CJ1, C/2), a Bepudukauus tuna CJ
HEBO3MOXHa 0e3 MpUMEeHEHUs CIlellMaJbHbIX METOIOB Ara-
THOCTUKM, TaKUX KaK MOJIEKYJISIPHO-TEHETUUECKOe HUCCIe-
nosaHue. K takum tunmam CJ otHocutcs MODY — nuaber
3penoro tuna y moaonabix (Maturity Onset Diabetes of theY-
oung). MODY — reHetuuecku obycioBiieHHast ¢popma C/I,
XapakTepu3yolasicsl ayTOCOMHO-IOMUHAHTHBIM TUIIOM Ha-
CJIeIOBaHMs, HayajaoM 3ab0jieBaHUs B BO3pacTte A0 25 JIeT U
HaJIMYUEM MEePBUYHOrO AedeKTa B GYHKIUU (-KIETOK MO~
KeJTyoIodHOM xxefe3sl [1, 2]. BaxXXHOCTh IMarHOCTUKY JAHHOTO
tuna CJI 11 mauyeHTOB MOJIOIOTO BO3pacTa 3aKJIiouacTcs B
rpaMOTHOM UAEHTU(UKALIUM, JeUYeHU U 3a00JIeBaHUSI U OC-
JIOXKHEHUW, B afeKBaTHOM BelleHUU OEpEMEHHOCTHU, a JJis
POICTBEHHUKOB — B BO3MOXHOCTH ITOJTYIUTh MEAUKO-TCHE-
TUYECKYIO0 KOHCYJIBTAIIUIO Y COOTBETCTBYIOIINE PEKOMEHIa-
uuu 3, 4].

Ha cerogHsmHuii AeHb U3BECTHBI MyTalluu B 13 reHax,
MPUBOASIINE K Pa3BUTUIO pa3HbIX moaTunioB MODY, koTo-
phle OTIMYAIOTCSI MEXIY CO00I 9acTOTOI BCTPEUYaeMOCTH,
KJIMHUYECKOM KapTUHOM M TEPaneBTUYECCKOU TAaKTUKOMN
BeJeHUS MalueHToB |5, 6]. Hanbonee n3yyeHHbIMU 1 OITH-
CaHHBIMM B iuTeparype sapistorcs MODY 1—-5 nonrumnsi [7].
OcTajbHBIC TOATHUITE BCTPEYAIOTCS OYEHDb PEIKO, ITO3TOMY
X PacIpOCTPaHEHHOCTh M OCOOCHHOCTH TEUCHUSI MAJIOM3-
BECTHBI.

Llenb

Llenblo uccaemoBaTeIbCKOM pabOThI OBLIO ONpeaeInuTh
KJIMHUYECKUE U MOJIEKYJISIPHO-TEHETUYECKUE XapaKTepu-
CTUKU pa3Hbix moaTunoB MODY B ycinoBusix cuOUpCcKOro
peruoHa.

Marepuansi u meToabl

10 maumenToB O6buTH HarpaBieHbl B @TBHY HUMUTIIM
¢ KIMMHUYeCKUM auarHozoM MODY mist monTBepskneHust /rc-
KJTIOUEHUST JaHHOU Ho3omornu. M3 Hux 1 manyeHT paHee Ha-
omonancsg ¢ nuarHozoMm CJI1 u onuH — ¢ CJ12, y ocTaabHBIX
tun CII ObLT He YyTOuHEeH. Bce maiyeHThl COOTBETCTBOBAIMU
CHeAyIOIUM KPUTEPUSAM: HaJudue B aHaMHe3e JUarHo-
ctupoBaHHoro CJI/rurneprimkeMuu, Bo3pacT Ha MOMEHT
IHUarHOCTUpOBaHUs Moisioxe 40 JeT, OTCyTCTBUE aHTUTEN
K B-xierkaM u K GAD, oTcyTcTBUE U30BITOYHOM Macchl Tena
U OXUPEHUS, COXPAHEHHAsI CEKPELUs [3-KJIETOK MpU Mpo-
nomxkutenbHocTH CJI He MeHee 1 rona. [locne Bepuduxkammu
MyTaluu y mpobaHIa ompenessiiuch MmoKa3aTeau YriaeBoa-
HOTO OOMEHa y POACTBEHHUKOB TIEPBOI CTETIEHU POJICTBA,
Mpu OOHAPYXEHUU TUIEPIIMKEMUU MPOBOAWIOCH MOJIE-
KYJISIPHO-TEHETUYeCKOe MCCIeqOBaHUEe UIEHTUYHOTO I'eHa.
ITpu oTCyTCTBUM y HUX HapylIeHU yIJIIEBOMHOTO oOMeHa
TeHeTUYecKasi MMarHOCTUKA BHITIOJIHEHA BCEM POACTBEHHM-
KaM IepBOii CTENEeHU poACTBa. MONEeKyISIpHO-TEHETUYECKOE
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ncciaenoBanue nposeaeHo 10 mpobanmam u 10 poacTBeHHU-
KaM IepBOii cTeleHU PoJICTBa.

Bcem manumeHTtam mocie moamnucaHus WHGOPMUPO-
BAaHHOI'O cOTJIaCUs OBLIM IIPOBEIEHBI OMOXMMUYECKUI
aHanu3 KpoBu, ompenencHue HbA,,, C-mentuma, Tupeo-
HUIHOTO cTaTtyca, MUKpoaaboymunypuu (MAY), yiabrpasBy-
KoBoe ucciegoaHue (Y3U) opraHoB OpIOLIHON MOJOCTHU
U ToYeK, IMIMTOBUIHON XeJe3bl, axoKapauorpabus, my-
IUIEKCHOE CKaHMpOBaHME OpaxmoliedalbHBIX COCYIOB Ha
9KCTpaKpaHUAJIBHOM YPOBHE, CYTOYHOE MOHHUTOPUPOBA-
HUE TJII0KO3bI KPOBU, a TaKXKe TapreTHOE BHICOKOIIPOM3BO-
JIUTEJIbHOE CEKBEHUPOBAHUE T'€HOB, MyTalluM B KOTOPBIX
npuBoJAT K pa3Butuio MODY 1—13 nuabera. Pe3ynabraThl
MOJIEKYISIPHO-TEHETMICCKOTO MCCIICIOBAHUS OBLIN BEpH-
uUIMpoOBaHKI IPSIMBIM aBTOMATUIECKIM CEKBEHUPOBaHUEM
no CaHrepy.

CooTBeTCTBIE HOPMAM 3THKH

IIpoBeneHHOE MccleIOBaHUE COOTBETCTBYET HOpPMaM
GCP. IIporokon ucciegoBaHus 1 THGOPMUPOBAHHBIN JIN-
CTOK MaLIMEHTOB 151 y9acTHs B UCCIEIOBAaHUU PACCMOTPEHBI
u og06peHbl B DTuyeckoM Komurtete <HUUTIIM», npoto-
Ko Ne2 ot 11.02.2014. BcemMu manimeHTaMy MOAMMACAHO WH-
¢dopMHUpOBaHHOE COTIacve Ha yJacTue B MCCIIeIOBAaHUN.

CraTucTyeckuii anaams

O0paboTKa pe3yabTaToB HCCief0oBaHUS MPOBOAMIACH
Ha TIepCOHAJTBbHOM KoMITbioTepe B mporpamme SPSS 13.
Onpenensiicsa XapakTep pacIpeaeieHNs] KOINIeCTBEHHBIX
npu3HakoB MetomoM Koamoroposa-CmupHoBa. B ciyuae
HOPMAaJbHOTO paclpeaeeHus BbIYUCSIOCh CpelHee 3Ha-
yeHue (M), ctangapTHoe oTKJIoHeHue (o). JlaHHbIe mpe-
craBisiiv kak Mzo. Ilpu cpaBHeHWU ABYX HOPMajJabHO
pacmpeneIeHHBIX BRIOOPOK HCIOJIb30BayIcsa t-TecT CThbio-
neHTa. [1py oTCyTCTBUM HOPMAaJIbHOTO pacIipeneeHUs BbI-
YUCSAIUCh MeauaHbl (Me), MUHMMaJIbHOE M MaKCUMAaJIbHOE
3HavYeHUE, HE3aBUCUMBbIE BEHIOOPKY CPAaBHUBAIUCH C UCTIONb-
30BaHNEM TecTa MaHHa-YutHH. Bo Bcex mpolienypax cra-
TUCTUYECKOTO aHaAIM3a KPUTUIECKUI YPOBEHb 3HAUNMOCTHU
HYJIeBOI CTaTUCTUYECKOI T'MMOTe3bl (P) MPpUHUMAJCS paB-
HbiMm 0,05 [8].

Pesynbrarbi

[Ipu mpoBeneHUU MOJEKYISIPHO-TEHETUYECKOTO MC-
ciiegoBaHusl O6b10 BepuduuupoBaHo 4 noaruna MODY
y 16 manuenTtoB (10 mpoGaHIOB M 6 POACTBEHHUKOB).
Y 6 po6GaHIOB U 5 POACTBEHHUKOB ITEPBOM CTEITEHU POJI-
CTBa BBISIBJICHBI CJICIYIOIIE BApUAHTHI B TeHE INIIOKOKMHA3bI
(GCK) (MODY 2): paHee HeomnucaHHas1 3aMeHa B IPOMOTOpPE
(2.44189633T>C), sk30H 1 (g.44189037G>C), p.Arg37Trp,
denovop.Leul47Val, p.Gly258Cys, p.Trp257Term (Ta6sm. 1).
VYV nByx mpobaHmoB muarHoctupoBaH MODY 3 nuabGer;
OBLIM OTIpelieNIeHbl Clieaylole BapuaHThl B reHe HNFIA:
p.Asn62Ser, p.Met412Val. ¥ ogHOTro manmeHTa BBISBICH
MODY 8 nuaGeT ¢ He ONMMCAaHHBIMU paHee U3MEHEHUSIMU
B reHe CEL, Bapuant p.Gly299Cys. ¥V nByx mammeHTOB
U3 ogHO# cembu onpeaeieH noaTun MODY 12 ¢ 3ameHoit
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Tabnuua 1

Xapaktepuctnku naumentos ¢ MODY2 gruabetom

XapaKkTepUcTUKM Mpo6angpl M UX pOACTBEHHUKM
ni oni n2 | on2 n3 an3 Mn4 ns ans né Mné
P P i > p.Gly

Myraums Le.u LeLJ Trp Trp | p.Arg | p.Arg 2'58 g9.44189633 | g.44189633 (g.44189037 | g.44189037

yrau 257 | 257 |37Trp | 37Trp T>C >C G>C G>C

147Val|147Val T Cys
erm | Term

Mon M M M M X X M X X X X
Bospacr, net 13 39 14 38 39 15 6 28 1 [} 33
Bospacrseisenenwa | 5| Lo | o | 34 | 31 | 10 | 2 22 Her 3 ner
rMNepravKkeMmun, net
XKanobe + ) ) ) ) ) ) + ) i )
Npu BbISBAEHUN
Mukpo/
makpococyanctsie | /- | /- | /- | /- | /- | /- | /- /- /- /- /-
OCNOXHEHHS
Henponarus - - - - - - - - o - -
Al - + - - - - - - - - -
Aucnnnupemus - - - - + - - - - - +
Conyrcrytowas Pak
naTonors HeT HeT HeT HeT LLDK Y3 HeT ar3 - - -
C-nentug,
0.7-1.9 ur/mn 0,5 1,1 0,8 1,1 0,8 1,7 0,9 0,4 1,4 1,1 1,3
HbA,, % 6,5 5,9 6,2 6,1 5,5 6,0 6,1 5,6 4,9 5,9 57
Tepanus CM i Ji a n a i i HeT i Jil

MNpumeuanus: [ — aueta, M — pous npobanaa, AT3 — anddysHbii Tokcnueckmit 306, X — xenckui, M — uncynun, M — Myxckoir, Ml — matb
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npobanaa, Ol — otey npobanaa, M — npobana, CM — npenapatsl cynbdoHmnmouesmnHbl, Y3 — yanosoi 306, LLDK — wurosmpgHas xenesa.

p.Alal457Thr B rene ABCCS. Takum o6pa3om, ObLTM 1Ma-
THOCTHpOBaHKI 3 MyTauuu de novo: aBe B reHe GCK 1 omHa
BreHe CEL.

Ipynny natrerToB ¢ MODY coctaBuiu 6 ULl My>KCKOTO
noja (37,5%) u 10 xenckoro (62,5%) (p<0,05). Menuana
BO3pacTa MpOoOAaHIOB Ha MOMEHT OIMAarHOCTHPOBAHMS TH-
neprivkeMun coctabisina 18 [3;35] net, MennaHa Bo3pacTa
POICTBEHHUKOB IpU Bepudukauuy myTtanuii — 28 [0;49] nert.
MenuaHa npoao/KUTENLHOCTU AuadeTa y mpoOaHIoB ObLia
3[0;7] rona.

VY 5 u3 10 npodannos (50%) ompeaesics OTSrOIIeHHbLIA
ceMelinblii aHamHe3 o C/, y 1 (10%) poacTBeHHMKA ALK~
eHta ¢ MODY2 runepriunkeMust HaTOLIAK IMarHOCTUPOBaHa
MpY aKTUBHOM 00cJieToBaHNM. B Tpex ceMbsIX ITocie JuarHo-
cThpoBaHus MyTanuu B reHe GCK y mpobaHI0B HapyIIeHUI
VIJIEBOOHOTO OOMEHA Yy MX POIACTBEHHUKOB HE BBISIBICHO.
[ToaToMy MOIEKYISIPHO-TEHETUYECKOE UCCIEIOBaHME TIPO-
BOJIMJIOCH O0OOUM POAUTESIM (IIECTh YEJIOBEK) U Y 3 U3 HUX
BepUPUIIMPOBAHBI MyTallUW TIPA OTCYTCTBUU TUTIEPIIIUKE-
MUU. Y POACTBEHHUKOB ofHOro nauueHta ¢ MODY 2 my-
Tauuu B reHe GCK oTcyTcTBYIOT. Y 2 npobdangoB ¢ MODY 3
u ogHoro ¢ MODY 12 CJI 6b11 A¥arHOCTUpPOBaH 0oJiee YeM
B ABYX ITOKOJICHUSIX.

Ipu nuarHoctuposanuu MODY y 11 mauuenToB (69%)
OTCYTCTBOBAJIM KJIMHUYECKHME IPOSBICHUS HapyIICHUM
VIJIEBOTHOTO OOMEHA, a TUIIePIVIMKEMHST TMAarHOCTHPOBaHa
P MPOXOXKIESHUM PYTUHHBIX 00CIeNOBaHUI. Y JIUII KeH-
ckoro 1nona B 20% MODY ne6rotrpoBai Bo BpeMsl 6epeMeH-
HocTu. Keroanmmmos mpu AMarHOCTUPOBAHUM 3a00JIeBaHUS
He BBISBJISIJICS, CHIDKEHIE MACCHI TeJIa OTIpenesIcHO y 1 4eno-
Beka (6%). Cpenu CONyTCTBYIOLIMX IIATOJOIMIl B aHAMHE3e

y TIAallMEHTOB MpeBaIupoBad aucaunuaemus — y 5 (31%)
MMaIlMeHTOB, apTepuaabHas rurieproHns (Al') — y 3 yenoBek
(19%). Y onnoro nauueHta (6%) ¢ MODY nuarHoctupoBaHa
nuabetndeckas Hedpomarus, y 1 (6%) — MAY nipu Hedpor-
T03e, y 1 (6%) — nuabetnyeckas HerponrudepaTUBHAS PETH-
Homatus, y 1 (6%) — npenponurdepaTuBHasT peTUHONATHS,
COCTOsIHHUE ITOocIIe Ja3epokoarysinuu, y 3 (19%) — nepude-
puryecKas IMOJIUMHENPONATHS HUKHUX KOHEYHOCTEH.

Y Bcex MalMeHTOB JOCTUTHYTHI IIeJIeBbIe IMOKa3aTeau
YIJIEBOAHOTO OOMeHa, cpeaHuit ypoBeHb HbA . y mpobaHn0B
coctaBun 6,5+0,9%, y poactBeHHUKOB — 5,7%0,5%. st no-
CTIDKEHMS 1IeJIeBBIX 3HaYeHnit HbA |, mareHThsl moxyJaimn
CJIeIYIOLYIO TepaIuio: nBa yeoBeka (12%) — nHcyImHoTepa-
o, 4 (25%) npuHUMAaIK repopaibHbIe CaXapOCHUXKAIOIIIE
nipernapaThl (ITCCIT) my 10 (63%) nocTUrHyTa HOPMOTJIMKE-
MM pallMOHATBHBIM ITUTaHUEM.

Cpennuii ypoBeHb C-Tientuaa ObLI B Ipeaeiax pede-
DPEHCHBIX 3HaUeHU (HopMajibHble 3HaUYeHus 0,7—1,9 Hr/mi)
u coctaBui 0,8+0,5 Hr/min y npob6annos u 1,3+0,8 Hr/ma —
y POINCTBEeHHMKOB. [10 MaHHBIM OMOXMMHWYECKOTO aHAIN3a
y 5 (31%) nauueHTOB OblIa AMATHOCTUPOBAHA AUCIUITAIC-
must. [1pu mpoBeneHUY UCCaen0BaHNS TUPEOMIHOTO cTaTyca
BBISIBJIEHO, UTO BCE MALIMEHTHI HAXOASITCSI B COCTOSIHUM 3YTH-
peo3a, antutena K peuenrtopaM TTT He 0OHapyKeHBI.

Bcem manmentam ¢ MODY mpoBeneHO CYyTOYHOE MO-
HUTOPUPOBAHME YPOBHS TJIIOKO3BI KPOBH B TCUCHUE 3 THEA.
CpenHuit ypoBeHb INMIMKEMUU COCTaBMWII 7,212,7 MMOJIb/JI,
MUWHUMAaJIbHBI YPOBEHb — 2,8 MMOJIb/JI, MAKCUMAaJIbHbBII
ypoBeHb — 12,8 MMoJIB/I1. JlaHHOE 00CIIefOBaHKE TTO3BOJIIIIO
IHATHOCTUPOBATH MIpeodIamaHre TUIIePTIIMKEMIN HaTOIIaK
npu MODY GCK wnu nocTipaHauaibHOi THIIEPTIIMKEMUN

doi: 10.14341/DM7920

Diabetes Mellitus. 2017;20(1):5-12



SrIMAEeMUNOAOTMS

CaxapHbi anaber

Epidemiology

Diabetes Mellitus

Tabnuua 2

Xapakrepuctnkun naumentos ¢ MODY 3, 8 u 12 guabetom

XapakrepucTkH MpobaHgpl M X pOACTBEHHUKM

n n2 n3 n4 MI4
MyTtaums p-Asné2Ser p-Met412Val p-Gly299Cys p-Ala1457Thr p-Ala1457Thr
Mogtvn MODY 3 3 8 12 12
Mon X X X M X
Bospacr, ner 41 11 37 29 50
Bo3pacr BbisBneHus runepraMkemMmuu, net 27 9 32 27 30
Xanobel npu BoIsBREHUM - + + + -
OxupeHue - - - - -
Mukpo/MakpococyancTbie 0CNOXHEHHs -/- -/- apP/- OPOH/- -/-
Heriponarus - + + +
Al S = = + +
Oncnmnuaemns + - - + +
ConyrcrByiowas naronorus AUT Cyaoporu - Snunpunaaku HeT
C-nentug, 0,7-1,9 vr/mn 1,9 1,4 0,8 0,7 0,8
HbA,, % 6,2 5,6 7,5 6,6 7.8
Tepanus wAnn-4 a n CM, nSGLT2 CMuSGLT2

Mpumeuanus: AUT — ayToummyHHbIi TpeonauT, [ — aueta, AIH — puabetnueckas Hedponatus, AP — apuabetnueckas petmHonatms,
X - xenckun, U — uncynuu, nOMM-4 — uarnburopel gunentugunnentuaassi-4, uSGLT2 — MHMEUTOPBI HOTPHIA-FNIOKO3HOFO KOTPAHCNOPTEPA
2 tina, M — myxckoi, MI — matb npo6anaa, CM — npenapatsl Cynb¢poHUAMOUYEBHHDI.

npu MODY HNF la v mpoBecTH KOPPEKLMIO TTPOBOAUMOIL
Teparuu.

V 1 naupenra (6%) 1MarHOCTUPOBAH aTEPOCKIIEPO3 Opa-
xuoledarbHBIX apTepuii Ha 3KCTpaKpaHUAILHOM YPOBHE,
reMOIMHAMUYECKA He3HauuMasg OJIAIIKa B JIEBOM OOILIei
COHHOI apTepuu ¢ paclpoCTPaHEHUEM BO BHYTPEHHIOIO COH-
HYIO apTepuIo.

MODY2

Y GosbliuHCTBA ManueHToB ¢ MODY (6 npobanaos
U 5 POACTBEHHUKOB |-i1 CTeNeHU pOACTBA) ObLI AMArHO-
CTUPOBaH 2-i MOATUII, KOTOPHII OLIEHMBAETCS KaK caMblid
O6naronpusatHbeii 13 MODY. Meauana Bo3pacta npobaH-
OB TIpW TWUATHOCTUPOBAHUM THUIICPIIMKEMUH COCTaBHIIA
12,3 roma [2; 31]. Camblii paHHMIA BO3paCT MAllUEHTKH, Y KO-
Topoii oOHapyxeHa MyTalus B reHe GCK, ObL1 3 Mecsua.
OT0 ObLT pedbeHoK nmpodaHaa ¢ MODY 2. Toabko y ogHOro
npoOaHIa OMpeAesCcs HacaeACTBeHHbI aHamHe3 o C/I,
Y POACTBEHHMKA OMHOTO IallMeHTa TUIECPIIMKEMHUS BBISIB-
JIeHa TIpY 00CIeTIOBaHUHU, B 3 CEMbSIX MyTaIlUU TUaTHOCTHUPO-
BaHbI MPU HOPMAJIbHBIX IMOKA3aTeNsIX YIJIEBOAHOIO OOMEHa.
Y onHoro npobaHaa MyTalluy Yy POJCTBEHHUKOB OTCYTCTBO-
BaJIN.

Y 9 u3 11 maumMeHTOB OTCYTCTBOBAJIM KIIMHUYCCKUE
MPOSIBJICHUS HApYyIIEHUI yIJIeBOAHOrO OoOMeHa, a y Tpex
U3 HUX (poACTBEHHUKHU mpodaHmaoB) MODY 2 nunarHocTu-
pOBaH Ha AOKJIMHWYECKOM 3Tare (ToKaszaTteaud TJIUKEeMUU
HATOIIIaK, Yepe3 2 9 MOce eabl, TITUKIPOBAHHOTO TeMOTJIO-
ouHa n C-nenituaa — B Ipeaesiax pedepeHCHBIX 3HAYCHMI)
Ha OCHOBAHUHU BBISIBJICHUS XapaKTepHoul myTtaimuu. Cpenu
COIMYTCTBYIOIIMX 3a00JIeBaHUI: Y 3 MAllMEHTOB B aHAMHe3¢e
oIpeeNsiiach MaToJIOTHST IMUTOBUIHOMN XeJe3bl, y 2 — IHC-
qununemus, y 1 — Al y 1 — MAY nipu 1ByCTOpOHHEM He-
¢ponTo3se.

YV Bcex nmanueHToB ¢ MODY 2 Obl1 JOCTUTHYT 1ie-
JeBoit ypoBeHb HDbA,,, MeamaHa KOTOporo cocTaBujia
6,0% [5,5;6,5] y mpobannos u 5,7% [4,9; 6,1] — y poncTBeH-
HUKOB ¢ MyTaumsimMu B TeHe GCK. YpoBenb C-nentuma He-
3HAYUTEIBHO OBUI CHIDKEH Y IBYX MAllMEHTOB (HOpMAaJIbHBIE
3HaueHus 0,7—1,9 Hr/mi), ero MeauaHa y NpoOaHIOB —
0,8 ur/mn [0,4;1,1], y ponctBeHHUKOB — 1,3 Hr/ma [1,1;1,7].
JnabeTndyecKux OCIOXHEHUN BBISIBIEHO He ObL10. OauH
mpobaHa A0 Bepu(pUKAIIMU ITUArHO3a WCITOJb30BaJI MHCY-
JIMHOTEPAIUIO, ITOC/Ie TMarHOCTUPOBAHUS MYTAllMU B TeHE
GCK oH OBIT MepeBelleH Ha Mpenaparbl CyJIb(pOHUIMOYE-
BUHBI C TTOJIOKUTEIbHBIM 3(DdekToM. JIeBITh MallMeHTOB
TOCTUTAIA HOPMOTJIUKEMHUHU PAIlMOHAJBHBIM IUTAHUEM,
1 — nacymuaOTepanueii (0,1 EJI/xr). Takum obpazom, maH-
He1ii mogTunmt MODY umeer B OOJBIIMHCTBE CllydaeB Oec-
CUMIITOMHOE Hayajo, MSIIKoe Te4yeHue, TMarHOCTUPYIOTCS
CTaOMJTEHBIC TIOKA3aTe/IN TIIMKEMUH, He XapaKTepHEI Trade-
THYECKUE OCIOXHEHMS, OOJIBIIMHCTBO MAIleHTOB He HYX-
JAIOTCS B MEIMKAMEHTO3HOM caXxapOCHIKAIOIICH TepaItny
(cM. Tabm. 1).

MODY 3

MODY3 guabGeT AUarHOCTUPOBAH y ABYX JHUIL XKEH-
ckoro moja, 11 mer u 41 roga (ta6a. 2). Y mepBoif mamu-
€HTKM ObUIM Kajo0bl Ha YTOMJISIEMOCTb, CYXOCTh BO PTY,
B aHaMHE3€ BBISIBISIJIUCh €AUHUYHbIE KPAaTKOBPEMEHHBIE
MPUCTYITBI C CYIOpOraMy M TOTepeil CoO3HaHUsl (IMarHo3
SMUJIETICUU HE TOATBEPKIAEeH), KOTOPhIE CAMOCTOSITETLHO
kynupoBaiuch. CJl 1MarHOCTUPOBAH B TPEX MOKOJIEHUSIX,
OOBEKTUBHBIN cTaTyc 03 OTKJIOHEHUH, MapakKJIMHUYECKUE
JlaHHbIE OB 0e3 0COOEHHOCTEH, Tepanuio He Mmosydana,
MWHWMAaJIbHBIN YPOBEHDb TJIMKEMUU TI0 CYTOYHOMY MOHHU-
TOPUPOBAHUIO COCTAaBWI 4,8 MMOJIb/J, MAKCUMAJIbHBIA —
8,9 MMOIb/J, TTUKEMUST HATOIIAK B TIpeesiaX HOPMaTbHbIX
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3HAYEHUI. Y BTOPOI MAIlMEHTKHU TUIIEPTIUKEMUS BbISIB-
JIeHa TIpU PYTUHHOM 00CJieIOBaHWUM, BBICTaBJIEH AUAarHO3
Cl12, otsaroiuieHHas HacaeacTBeHHocTh no CII u 3abose-
BaHUSAM IIUTOBUIHOMU 3XeJie3bl IIPUCYTCTBOBANA B 4 TTOKO-
JICHMSIX 110 XKEHCKOM JTMHWM, paHee OBLI JMarHOCTUPOBAH
ayTOMMMYHHBIN TUPEOUAUT, nucaunuaemus. I1o naHHBIM
CYTOYHOTO MOHUTOPMPOBAHUS TJIOKO3bI, MpeBaIMpoOBaia
MOCTIpaHaAuadbHas runepriukemusi. YposeHb HbA, co-
crapist 6,2%. Takum obpaszom, pist MODY 3 xapakTepHa
MMOCTIIpaHanaabHas TUreprankemus, Haauaue CJI B He-
CKOJIBKUX MTOKOJICHUSIX.

MODY 8

MODYS8 nuarHocTpOBaH y XKeHIITUHBI B BO3pacTe 37 JIeT,
KOTOpas paHee Habmonanack ¢ nuaraozom CJI1 (tabi. 2).
IIpu ne6GroTe 3aboneBaHust B 32 roga Bo Bpems 1-ii Oepe-
MEHHOCTH HaOJIfomaics KOXHBINA 3yl, MOCTIpaHanagbHast
runepriaukemMus 1o 11 mmoins/n. [Ipn ocMOTpe BBISIBIICHEI
KOXHBIE BEIChITIaHust, UMT — 23,6 kr/m?. [1poBeneHo cyTou-
HOE MOHUTOPUPOBAHUE TJIIOKO3BI, TI0 pe3yIbraTaM KOTOPOTo
omnpenesiach NOCTIpaHAUaIbHAs TUIEPIIUKEMUs. Ypo-
BeHb HbA,  coctaBnsin 7,5%. B Bospacte 32 et 6buM qua-
THOCTHPOBAaHBI PETUHOMATHS, HelIpoandepaTUBHAs CTaous,
nepudepndeckast HeliponaTtus. [lanmeHTKa MCHOIb30BaIa
06a31Cc-00JI0CHBIN pexXuM uHCyanHoTepanuu (Jlantyc 8 EJI,
Xymagor 10 EJl B cytku). Takum 00pa3oM, Mpu JaHHOM MO/~
tune MODY onpeaensitoTcst AuadbeTUUyecKue OCIOXKHEHUS
¥ He TOCTUTHYTEHI IIeJIEBBIE TTOKa3aTelIN YIJICBOTHOTO OOMeHa
IIpY IPUMEHEHNN NHCYJIMHOTEPAITHH.

MODY 12

MODY 12 aparHoCcTMpOBaH B OJHOM ceMbe y TTpodaHaa
u ero matepu (cM. Tabi. 2). MyxunuHa 29 J1eT npeabsBsLI
KaJ00bl Ha X>KeHME B HOTaX, OHEMEHUE ITaIbIIeB, TOJI0B-
Hble 00U, HEYETKOCTh 3peHus1. I3 aHaMHe3a U3BECTHO,
YTO Yy MalMeHTa B JeTCKOM BO3pacTe OBLIM CYIOPOXHBIE
MpUNagKW ¢ TOTepeil CO3HaHUS, HEMPOIOJIKUTEIbHBIE,
HU C 9YeM He CBSI3aHHBIC, KYITMPOBAJINCh CAMOCTOSITEIILHO
B Bo3pacTte 9 jieT; amuiienITuYecKas 3TUOJOTHUS TIpUmai-
KOB He MOJATBepXJIeHa. Y poACcTBeHHUKOB nanueHTa CJI
OIpeIeNIsICS B YeThIpeX MOKOJIeHUSX, Kak u Al, B IByX
MMOKOJIEHUSIX — CEepAeYHO-COCYIUCThie 3a0oJieBaHUS
(CC3). Ilpu obcenoBaHNK B Bo3pacTe 28 JIeT BHISBICHA
TUIIePIIMKEMUS HATOIIAaK M IMOCTIpaHAMaIbHAS TUIIEP-
TJIUKEeMUsl, TUnepTpurianuepuaeMus, Heppomnatus (XbIT
C1, A2), nepudepuyeckass HeliponaTus, npenpoyaude-
paTuBHAsI peTMHONATHS, TIPOBEeHA JIa3ePOKOATYJISIIIuS,
aTepockiepo3 OpaxmonedanpHbIX apTepuii. [IpoBeneHO
MPT ronoBHOro Mo3ra M IMarHOCTUPOBAHbI MPU3HAKU
aTpodrUecKuX U3MEHEHUI MO3roBOif TKaHU B MEPUBEH-
TPUKYJSIDHOM O€JI0M BellleCTBE MOJyIIapuil JUCLIUPKY-
JIITOPHOTO XapakTepa. IlallieHT B JeYeHUU ITPUMEHSLI
0a3nc-00MI0CHBI pexXuM uHcyauHoTepanuum (24 EJI
B CYTKM), IIPU BTOM OIIpeaesuiach BapuadeIbHOCTh IIM-
KEeMMU U YyacTble TUIOTJIMKeMUH, ypoBeHb HbA . cocTaB-
nsan 7,2%. Iocne Bepudukanuu tuna CJ B yCaoBUSIX
cranuoHapa nmanueHT mepeBeneH Ha [TICCII (rmukna3un
¥ 1anariniao3nH) ¢ TMOJIOXUTETbHONW JTUHAMUKOM: cTa-

Epidemiology

OMIM3KMpPOBaJCSd YPOBEHb INTUKEMUM B TEUECHUE CYTOK, '~
MOTJIMKeMUU He 3a(MKCUPOBaHbI, 32 TPU Mecslia ypOBEHb
HbA,, cauzmiics mo 6,6%.

Y Matepu mainpeHTa Obljla TMaTHOCTUPOBaHA MICHTHY-
Hasg myTauus. B Bo3pacrte 30 et y Hee nmedtotuponan C/I,
MU30BITOYHOM MaCChI TeJIa, OKUPEHUS He BhIABIeHO. [1puHu-
Majia MeTdhopMuH, ypoBeHb HbA,, coctaBun 7,8%, nuarHo-
CTHPOBAHKI AuabeTndecKas HeHpoIaTus, TUCIUITUICMUSI,
apTepuaiabHas rureproHus. Ilociae BepuduKaumm MyTallun
B reHe ABCCS nanyeHTKa Oblja IepeBeleHa Ha TIMKIa3u/I
U BMIAranuGI03UH ¢ MOJOXUTEAbHBIM 3¢d@dekToM. Takum
obpaszom, npu MODY 12 nuabGete ompenensieTcsl OTSIro-
1eHHbI cemeitHbiit aHaMHe3 o CI nu CC3 B HECKOJIbKUX
ITOKOJICHUSIX, HAJIMIME Y TAIIMEHTOB COITYTCTBYIOIINX HEBPO-
JIOTUYECKUX IMaTOJOTUH, MUKPOCOCYIUCTBIX OCTOXHEHUI
MpU HEOOJIbILION MpoaorkuTeabHocTh CII, AuCIMnuaeMuu,
aTepoCKJIepo3a B MOJIOIOM BO3PacTe, BICOKAs YYBCTBUTEb-
HOCTb K TIpelapataM CyJIb(GOHMIMOUYECBUHBI U THTUOUTOPAM
SGLT2.

O6cyxaeHue

Ha paHHEINT MOMEHT HE CYIIECTBYET aOCOTIOTHBIX KPH-
TepHeB IJisi UaTHOCTUPOBaHMS olpeneiaecHHoro tumna CII
y MALIMEeHTOB ¢ Ae0I0TOM 3a00JIeBaHMs B MOJIOJIOM BO3pacTe.
Onpenenuts TouHbl moaTunn MODY o4eHb BaxkHO, TaK Kak
OT BTOTO 3aBUCHT TaKTHKAa BEeICcHUS IallMeHTa, Ha3HAUCHHE
caxapoCHIKAIOIIEel Teparmnu, TpodmIakTuKa crienuduae-
ckux ocnoxHeHuii. Cpeau mogtunos MODY mipeBanupyior
MODY 2 u 3, Ha 10JII0 OCTaJbHBIX MOATUIIOB TTPUXOIUTCS
Menee 10% [9, 10].

Pazsutne MODY 2 cBsg3aHo ¢ mytauueil B reHe GCK.
H3zBectHO 60jee 600 pa3auyHBIX MYyTaLUid, IPUBOMSILINX
K passutuio MODY 2, B maHHOI1 McclienoBaTeIbCKOM pa-
00Te BBISIBJICHHI ellie 2 HoBble MyTauuu. HecmoTpsa Ha To,
yto npu GCK-MODY HapyiieHa GhyHKIMS 3-KIETOK U Tre-
MMaTOIUTOB, TUIIEPIITNKEMHUSI, aCCOLIMMPOBAaHHAs C Ie(eK-
TaMHU TIIOKOKMHA3bI, OOBIYHO YMepeHHas1. TeM He MeHee,
HapylleHUs yrjieBOAHOro oOMeHa y HOCUTeJIeH MyTalui
MMPUCYTCTBYIOT C poxkAeHUs1 [11], MOryT OBITh BBISIBJIEHBI
YK€ B IIepBBIE TOABI JKU3HU M IIPAKTHIECKU Y BCEX — K 3aBep-
LIEHUIO TI0JIOBOTO pa3BUTHUS. B Hallleil uccienoBaTeabcKoi
paboTe MeIMaHa BO3pacTa MAllMEHTOB IIPU JUAarHOCTAPOBa-
HUM TUTIEPIIMKEMUHU COCTaBMIA 12 JIeT, YTO COBMANaeT C JaH-
HBIMU IPYTUX y4eHbIX [11].

I[To maHHBIM JUTEpPaTypHl, CPEOIHUI YPOBEHb TIIMKE-
muun npu MODY 2 nuabGere ompenensercs B Ipeaesiax
5,5—8,0 MMOJIb/1, B OOJBIIMHCTBE CIy4acB HaOIOmACTCS
TUIIePIVIMKEMMST HAaTOIaK, KOTopasi, KaK MpaBuUJIo, He IMpo-
rpeccupyer [12]. HbA,, HaxonuTcs, B OCHOBHOM, YyTh HUXE
WJIN 9yTh BBIIIE BEPXHETO IIpelesia HOPMBI, TTOBBIIICHUE
YPOBHS TJIIOKO3HI IIPU IIPOBEIACHUHN TIIFOKO30TOJIEPAHTHOTO
TecTa 4epes3 2 9 MoCJIe Harpy3KU III0KO30M HE3HAYNUTEIbHO.
Bo3MoXHO, OTCYTCTBUE KIMHUYECKUX CUMIITOMOB U HEBbI-
COKME CTaOMJIbHBIE YPOBHU TUIIEPTINKEMHUUA OOYCIIOBIN-
BalOT HEIOCTATOYHYIO BBISIBIIIEMOCTh JaHHOTO monTuma CJI.
H3-3a masmocummiroMHoro TeueHnst MODY 2 nna6era y mmpo-
0aHIOB He BCeraa OINpeaessieTcsl OTSATOLIEHHBIN CeMeHbIN
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aHaMHe3 110 HapYUIEHUSIM YIJIeBOJHOTO OOMEHA, a TUTIEPIIN-
KeMUs Y POACTBEHHUKOB TMArHOCTUPYETCS MPU aKTUBHOM
00cJIeIoBaHNM, YTO U OBbLIO MOKa3aHO B JaHHOM MCCe0Ba-
TeJIbCKOM pabore.

IToka3aHo, 4TO, HECMOTPSI Ha IUIUTENIBHBIN aHAMHE3
TUNEPTINKEMUN Yy MAlMEHTOB ¢ MyTauusMu B reHe GCK
(B cpenHeM 48,6 J1eT), pacIpOCTPaHEHHOCTh MUKPO- U Ma-
KPOCOCYIMCTBIX OCJIOXKHEHU nrabdeTta Takas ke, Kak B T10-
nynasuun [13]. B Hame#l uccinemoBaTenbCckoit pabore
nrabeThdecKre ocIoXHeHUd y manueHToB ¢ MODY 2 takke
He BbIsIBJICHHBI. [1amuenTsl ¢ nnaderom tuna MODY 2 B net-
CKOM M TIOJIPOCTKOBOM BO3pacTe B OOJIBIIMHCTBE CIyvacB
MOTYT HaXOIUThCsI TOJIBKO Ha JUETE, a BO3MOXHOCTh Ha3Ha-
YeHMS CaxapOCHIKAIOIIEH Tepaltny CIeIyeT pacCMaTpUBaTh
BO Bpemsi 6epeMeHHOoCTH [15].

PaszButue MODY 3 cBsi3aHO ¢ MyTalMsIMM B TeHe
HNFIA, xoTopblii KOAUPYET OAWH U3 (PaKTOPOB TpaHC-
KPHITIUW, PETYIUPYIOIINI 3KCIIPECCUIO TEHOB, CBSI3aHHBIX
C TUIUAIHBIM U yTJIeBOTHBIM OOMEHOM, CUHTE30M OEJIKOB
ocTpoii (a3l BocmaneHusd [1]. ¥ nun ¢ pa3BUBIIMMCS
I1abeToM U y HOCUTEJIE MyTaluil B OTBET Ha BBEIEHUE
[JIIOKO3bI BBISIBJISIETCSI HapyllleHUEe CEeKpeluy MHCYJIMHA.
Kak v y mauimeHTOB B Halllell UCCeq0BaTeNbCKOM padoTe,
y il ¢ MODY 3 BuIsIBIISIeTCS MOCTIIpaHAualbHas THIIep-
raukemus. Haubonee paHHUM KIMHUYECKUM MapKepoM
3a00JIeBaHUSI Y TaKUX OOJIbHBIX SIBJISIETCS TJIOKO3YpUs,
YTO CBSI3aHO C HM3KHUM ITOYEYHBIM ITOPOTOM JUIST TIIIO-
k036l y manmeHToB ¢ MODY 3 [13, 14]. Puck pa3Butus
MUKPO- U MaKpPOCOCYAMCTHIX OCIOXHEHUI y MallueHTOB
¢ MODY 3 ouenb Beauk [16]. ¥ maumeHTOB ¢ MyTaL-
samu B reHe HNFIA onpeaensieTcsds HOpMaJbHbIi, a MHOTIA
¥ TOBBIIIEHHBIN YPOBEHb XOJIECTepUHA JUITOTIPOTEUIOB
BBICOKOM TUIOTHOCTHY, HO IIPA 3TOM yTpadyeHO WX Kapauo-
npotekTuBHoe neiictue [17]. [Tanmentel c MODY 3 yacTto
0Ka3bIBalOTCSI YYBCTBUTEbHBI K IIpernapaTtaM CyJIbGhOHUII-
Mo4YeBUHBI [18, 19], 1 BO3MOXEH nepeBoJ UX ¢ UHCYJIMHO-
Tepanuu Ha TTepopaibHbIE CaxXapOCHWXAIOIIMeE TTpernapaTsl
C YAy4YIIeHUEM TITUKeMHIecKoro KoHTpois. [Ipu naHHOM
noatune MODY y mauumeHTa BBISBASJINCH CYTOPOXHBIE
HENpOoIOoJKUTEJbHbIE MPUCTYIBI, paHee B JUTepaType
JIaHHOE SIBJICHUE HE ONMMCHIBAJIOCH U TpeOyeT naabHeHIIero
U3y4eHUs.

Ien CEL, oTBeTcTBeHHBIN 3a pa3zBute MODY 8, ko-
nupyet rmukonporenH (CarboxylEsterLipase), cekpeTupy-
eMbIli allMHAPHBIMU KJIETKaMM TOJXKETyIO0UHOMN XKeae3bl
B IHUINEBAPUTEIBHBIM TPaKT M MOJIOYHBIMHU Xejle3aMU
BO BpeMs JlaKTalluu B Moyioko [20]. MexaHu3M pa3BUTUS
9TO# (hOpMBI THabeTa HEM3BECTCH. Y MallMEHTKU B HaIei
HhccenoBaTeIbcKolii padboTe HaOMI0Ial0Ch arpecCUBHOE
teyeHue CJI, ¢ HaaM4YMeM OCJIOXHEHUN W MOCTHpaHAU-
aJbHOM TUIeprIMKeMUM. 3abojieBaHUE XapaKTepu3yeTcs
BBISIBJISEMBIMHM B paHHEM IETCKOM BO3pacTe HapylleHU-
SIMU paOOTHI OMXKEIYIOUYHOM XKeJIe3bl, MPOSIBISTIOIIMUCS
B OKCKpPELIMHU JUMUI0B C KaJOM M HEJOCTaTOUYHOCThIO (he-
KaJIbHOI 3Jl1acTa3bl, CHUXKEHHBIM YPOBHEM BUTaMuHa E,
AKKyMYVJISIIIMA XUPOBOI TKaHM B ITOIKEIYIOUHOM XKelese,
a B Bo3pacTe Imocjie copoka et — pasputueM CJI 1 Helipo-
MaToJIOTUEN, CBA3aHHON ¢ AemuennHusaumeit [21]. beuio
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IMoKa3aHo, 4yTo y nauueHToB ¢ MODY, o0ycioBieHHBIM
myTauusMu B reHe CEL, mapajjienbHo ¢ MaHU(ecTauuei
nrabera B MOIKEIyT0IHON Xeye3e (POpMUPYIOTCS MHOXE-
CTBEHHBIC KUCTHI, UX KOJIMUECTBO KOPPETUPYET C BO3PACTOM
manueHToB. M3BeCTHO, YTO TaKWe KUCTHI ITOIKETYI0THOMN
JKeJie3bl SIBJISIIOTCST (haKTOpaMU PUCKa ISl pa3BUTHSI OHKO-
JIOTMYECKOro Mpoliecca, U3 3TOTro ObLUIO CAEJaHO 3aKJIIo-
yeHHe, 4To nanueHTshl ¢ MODY 8 nMeroT moBBIIIEHHBIN
PMCK pa3BUTHUS paKa MOMKEIyIOYHOM! XKeae3nl [22]. Takum
o0pa3oM, y TaluuMeHTKU ¢ JaHHBIM nontunoMm CJI ompas-
JlaHO TIpoBeAcHUE exeromHoro Y3U OploliHONM MOJOCTU
JIJISI CKpMHUHTA pakKa nmoaxkeaynodHoit xenessbl. [Tyonuka-
LIMU MO TaKTUKE caxapoCHMXalollen tepanuu npu MODY
8 orcyrcTByIoT. Bepudunkanus MODY 12 noarumna odeHb
BaXXHa IS TIPOBEICHMS KOPPEKIIMM CaxapOCHMXKAIOIIei
tepanuu. Ien ABCCS xoaupyeT BTOpPYIO CYObEAMHUILY
AT®-9yBCTBUTEIBHBIX KaJTNEBBIX KaHAJIOB [3-KJIETOK IO -
XKEJYTOYHOU Xeyie3bl — perenTopa K cyJTbQOHUIMOYEBUHE
(SURL1). 3akpritne AT®-9yBCTBUTEILHBIX KAaJHEBBIX Ka-
HaJIOB HEOOXOAUMO IS CEKPEIUU TIIOKO30CTUMYIUPO-
BaHHOTrO MHCYJIMHA (-kKjaeTkaMu. Mytauuu B reHe ABCCS
accouuupoBaHsl ¢ pazsutueM MODY 12, CII2, recTtaliioH-
Horo CJI u HeoHaTtanbHOTO C/I. TakXe Hanuuue MyTaluii
BTeHe ABCCSMOXET BBI3BaTh UPE3MEPHYIO CEKPELINIO MHCY-
JINHA 1, B pe3yJIbTaTe, pa3BUTHE TUIICPUHCYJIMHU3MA B MJIa-
neHuyeckoM Bo3pacTte [23]. Hanuuue mytaumii B rene ABCCS
MMO3BOJISIET CKOPPEKTUPOBAThH JIeUeHIE TTAllMEHTOB C TUIIep-
NIMKEMHEH, YTO CBSI3aHO C YYBCTBUTEIHLHOCTHIO y HOCHU-
Telleli MyTaHTHBIX aJUIeJIcii TeHOB K IIperrapaTaM T'PYIIIIBI
cylbOHMIMOUEeBUHBI. PaKT HaJIUUYUS TOATBEPXKACHHOM
MyTtaunu B reHe ABCCS cnenyeT paccMaTpuBaTh Kak IO-
KazaHWe I TIepeBOo/ia JIUII C TUTIEPTIIMKEMUEi Ha JJeueHue
IpernapaTaMy TPYHITEL CYTb(POHMIMOYEBUHBI, YTO CBSI3aHO
C MEXaHMU3MOM UX JeiicTBus [24]. Y npobdaHma u ero Mmatepu
¢ MODY 12 6b11a guarHocTUpoBaHa AUCIUTIIUICMUS, TIPU-
3HAKW aTepoCK/Iepo3a 1 HacleaACTBeHHbII aHamHe3 1o CC3,
YTO MOXET OBITh (DEHOTHUITMICCKUMH MapKepaMu JaHHOTO
IMOATHIIA TrabeTa.

3axkniouyeHue

B mpencraBneHHOI MccaenoBaTeabcKoOl paboTe ObLIH
JMArHOCTUPOBAHBI YEThIpE pa3iuyHbIX moaTuma MODY
(2, 3, 8, 12), paznuuaroummxcst Mo CBOeMy TEUYCHUIO, HaJIU-
YUIO OCJIOKHEHUI M TaKTUKe jiedeHus. C pa3BUTHEM MOJie-
KYJISIPHOM TeHeTUKW HaIlM 3HAHWUSI 0 MOHOTEHHBIX (hopMax
C/I OTOTHSTIOTCS, HO IO CUX TIOP OCTAe€TCSI MHOTO acIieKTOB,
TPeOYIOIIKX JaJIbHEHUIIIErO N3YUYEHMSI.

BbiBOabI

1. TIpu muarHoctupoBanuu MODY y nmanueHTOB cubup-
CKOT0 pervoHa OBbUIM BBISIBICHBI TP HOBBIE MYTaIlWM,
BO3MOXHO, cnielinuaHbie a1t Cubupu.

2. Y nanueHtoB ¢ MODY cemeliHblii aHaMHe3 oIpeje-
nsgetrcss B 60%, MO3TOMY OTCYTCTBHE POACTBEHHUKOB
C TUNEpPIIMKeMUE He MCKIII0YaeT AMAarHO3 JTaHHOTO
tma CII.
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B ne6GroTe 3abosieBaHMS y OOJBIIMHCTBA MAllMEHTOB
¢ MODY otcyTcTBOBaIM KIMHUYECKUE TIPOSIBICHUS
HapyllIeHU yraeBOAHOTO oOMeHa, YTo TpedyeT OoJiee
TIIATEILHOTO IPOBEICHUSI CKPUHUHTA JUIST BHISBIIC-
HUS HapYIICHU# yTJIeBOOAHOTO OOMEHa y JIUIl, HaXo-
ISIIMXCS B TPyMNIax pUckKa M0 MOHOTEHHBIM (hopMaM
nuabera.

Penxue nontunsl MODY, Takue kak 8 u 12, umeroT 6oee
arpeccuBHoe TeueHue, yeM MODY 2 u 3, uro o0GycioB-
JIMBAET 1IeJICCOO0PAa3HOCTh MAJbHEMIIEro BBISIBICHUS
U MOAPOOHOT0 U3yYEeHUST UMEHHO JaHHBIX HO30JIOTHIA.
ITpu nuarHocTUpoBaHUM KOHKpeTHoro rnoaTuna MODY
B OOJIBIITMHCTBE CJIydyaeB BOBMOXEH TepeBOJI MAIllMEHTOB
C MHCYJIMHOTEpaIy Ha IIepOpabHBIC CaXapOCHIIKAIO-
LK€ IIpernapaThl (MPeUMYIIeCTBEHHO, KJIacC CYIb(MOHMII-
MOYEBMHBI), YTO YJIy4lllaeT Ka4yeCcTBO KMU3HU MallueHTa,
TeYeHNe caMoro 3aboJieBaHUs U CHUXKaeT (hDMHAHCOBBIC
3aTpaThl Ha JIEYeHUE.
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