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Pesiome

BeepeHue. TMnepuHCYyNMHEMMYECKME TUMOMIUKEMUN Y OeTeil Hambonee 4Yacto 0BycioBneHbl BPOXAEHHBIM MUMEPUHCYIMHMU3MOM.
B cnyuyasix koroa runepuHCYIMHEMUS COMPOBOXKAAETCS TMMOMMKEMUSAMM HATOWAK M TMMNEPTNIMKEMUSAMM NOCTNPaHAMANbHO, CemyeT
3aM0f03puTb peikue CUHAPOMbI BPOXAEHHOW MHCYIMHOPE3UCTEHTHOCTU, K KOTOPbIM OTHOCKTCS CMHAPOM PabcoHa — MeHaeHxonna.
B cTaTbe npoBeneH aHanMTUYECKUiA 0630p COBPEMEHHBIX AaHHbIX 06 3TOM peaKkoi reHeTUYEeCKOM NaToNorMK, a TakKe NPeacTaBeH
KNMHUYECKUIA CyYald paHee HeomnMCaHHOro coYeTaHus cuHapoMa PabcoHa — MeHaeHxonna ¢ MyTaumsiMM B reHe peulentopa MHCY-
nunHa INSR B KOMMNayHA-reTepo3nroTHOM COCTOSIHUM C MHOXECTBEHHbBIMU BPOXAEHHbBIMM aHOMANUSMKU APYrMX OpraHoB.
KnuHuueckuit cnyyaid. MaumeHT H., Manbumk, Bo3pacT 5,5 Mec., ¢ Nofo3peHMEM Ha BPOXKAEHHbIM TMNEPUHCYIMHU3M B CBA3M C 3MMU30-
[aMM YacTbIX TSHKENbIX TMMOMMKEMMIA HAUMHAs C MEPBbLIX CYTOK XM3HW. B Bo3pacTe 5 Mec. Ha npuemMe y AETCKOro 3HAOKPUHO/Ora
3apEerucTpyMpoBaH 3Nmn304, runorIMkeMmu oo 2,2 MMonb/n. HasHaueHo obcnenoBaHue, mpyu KOTOPOM YCTaHOBIEHO, YTO HA DOHE CHU-
KeHMS TNoKo3bl KpoBu 40 1,9 Mmonb/n yposeHb C-nentnaa >5000 Hr/mn, ypoBeHb nHcynmMHa >300 ME/n, koptnson — 971 HMonb/n,
TTI -3,88 MKME/Mn, T4ce - 10,53 nmonb/n (10-23,2).

CoenaH akLEeHT Ha BayKHOCTW paHHEN AMarHOCTUKM BPOXKAEHHOW MHCYIMHOPE3UCTEHTHOCTM A1 NPeayNpexXaeHUs HapyLeHWi pas-
BUTUS y feTeid. OTAenbHOro BHUMaHMUS B IaHHOM KIMHWMYECKOM C/lydae TpeboBas BOMpOC OpraHM3aumm MHOroKpaTHoOro 3¢ dekTuB-
HOTO MOHWTOPMHTa IMMKEMMM Y MaUMEHTa. M3-3a ocobeHHoCTell MeTabonuaMa y AeTei paHHEro Bo3pacta OTKa3asWcb OT CUCTEM
(hneL-MOHUTOPUHTA [T1H0KO3bl, @ MPUMEHSIM B KAYECTBE HALEXHOro CpeacTBa KOHTPONS IMIMKEMUM COBPEMEHHDIN MIIOKOMETP C Npo-
rPaMMOiA MHTErPUPOBAHMSI C MOBU/bHBIM MPUIOKEHUEM U BO3MOXKHOCTbIO GOPMMPOBaHMS OTYETOB /1St MOCIEQYOLWEro aHaam3a.
BbiBoAbl. Ha OCHOBaHMM NOMYYEHHbBIX PE3YNLTaTOB FEHETUYECKOrO UCCNIeA0BaHMs B aCCOLMALIMM C KITMHUYECKMM (DEHOTUMOM, BO3pac-
ToM aebtoTa naumeHTy Obln YCTaHOBNEH KIMHUYECKMIA AMArHo3 «CcuHApoM PabcoHa — MeHaeHxonna.

06cyxaeHue. MapanokcanbHblii XapakTep KonebaHuii MUKEMUK (TSHKENble TUMOMIMKEMUU HATOLWAK M AuabeTuyeckue runeprivke-
MWW NpPaHAWANBHO) SBISETCS JOCTATOMHO TUMUYHBIM 411 CUHAPOMA BPOXAEHHOW MHCYNIMHOPE3UCTEHTHOCTU U [LOMKEH 0653aTeNlbHO
obpallaTb BHUMaHWe 0CBEJOM/IEHHOMO Bpaya NepBMYHOTO 3BEHa.

3akntoueHue. HeobxoayMMo BHMMATEIbHOE OTHOLWEHME K CMMMTOMaM TMMOMKEMMU, 0COBEHHO C Ae6HOTOM B Neproae HOBOPOXKAEH-
HOCTM, MOBTOPSIIOLLMMCS 3MM30[aM, BbIPAKEHHOCTM CHUXKEHWUS YPOBHS IMIMKEMUM KPOBUW. B cnyyae onpeneneHns HOpManbHOMO Mau
MOBbILIEHHOTO YPOBHS MHCYNMHA M C-nenTuaa Ha GoHe rMMorIMKEMMM B MEPBYIO 0Yepedpb CeayeT AyMaTb O BPOXKAEHHOM TMMNEPUH-
Cy/IMHM3ME.

KnioueBble cnoBa: rynornnMkeMusl, rMnepUHCYIMHEMIS, MyTaLlMK B TEHE PELLENTOPA MHCYINHA, BPOXKAEHHAS MHCYNIMHOPE3U-
CTEHTHOCTb, FIIOKOMETP
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Abstract

Introduction. Hyperinsulinemic hypoglycemia in children is most commonly due to congenital hyperinsulinism. When hyperinsu-
linemia is accompanied by fasting hypoglycemia and postprandial hyperglycemia, rare syndromes of severe insulin resistance, which
include Rabson — Mendenhall syndrome, should be suspected. This article provides an analytical review of current data on this rare
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genetic pathology and presents a clinical case of a previously undescribed combination of Rabson-Mendenhall syndrome with muta-
tions in the insulin receptor gene INSR in the compound heterozygous state with multiple congenital anomalies of other organs.
Clinical case. Patient N, 5.5 months old boy, with suspected congenital hyperinsulinism due to episodes of frequent severe hypo-
glycemia from the first day of life. At the age of 5 months, an episode of hypoglycemia up to 2.2 mmol/L was registered at an
appointment with a pediatric endocrinologist. An examination was ordered, which found that against a background decrease in
blood glucose to 1.9 mmol/L, C-Peptide level >5000 ng/mL, insulin level >300 IU/mL, cortisol = 971 nmol/L, TSH -3.88 mIU/L, free
T4 - 10.53 pmol/L (10-23.2).

The importance of early diagnosis of severe insulin resistance to prevent developmental disorders in children is emphasized. The
issue of organizing multiple effective monitoring of a patient’s glycemia required special attention in this clinical case. Due to
the features of metabolism in young children, we abandoned flash glucose monitoring systems and used a modern glucose meter
with an integration program with a mobile application and the ability to generate reports for subsequent analysis as a reliable
means of glycemic control.

Summary. Based on the results of the genetic study in association with the clinical phenotype, age of debut, the patient was
clinically diagnosed with Rabson-Mendenhall syndrome.

Discussion. The paradoxical nature of glycemic fluctuations (severe fasting hypoglycemia and postprandial diabetic hyperglycemia)
is quite typical for syndromes of severe insulin resistance and should draw the attention of an informed primary care physician.
Conclusion. Careful attention to the symptoms of hypoglycemia, especially with a debut in the neonatal period, recurrent episodes,
and the severity of the decrease in blood glycemia. If normal or elevated levels of insulin and C-peptide are detected against the
background of hypoglycemia, the first thing to think about is congenital hyperinsulinism..
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BBEOEHWME

bonesHun, CBA3aHHble C BPOXAEHHbIMW HAPYLIEHUSIMM
Cekpeunn MHCYAMHA U YyBCTBUTENBHOCTM K HEMY, MOXHO
OTHeCTV K Yncny pefyaiiien opdaHHOM NaToNormMu, yrpoxa-
IOLLEN KM3HM U MEHTANbHOMY 340POBbI0 BCEACTBME 3MN30-
[LOB TSXKENOMW FMNOMIMKEMUU, COKpALLALOLLEN MPOLOIKUTENb-
HOCTb XM3HM M3-33 TUNEPITIMKEMUYECKUX MUKPO- U MaKpo-
aHrnonaTuii. B HacToswee BpeMsa LOCTAaTOYHO XOPOLO OTpa-
60TaHa AMarHoOCTMKa caxapHoro anabeta y aeTten kak 3abo-
NEeBaHUS, XapaKTepM3yLWerocs runepravkemMmeit Ha GoHe
CHWXEeHMS cekpeumun nHcynmHa. CoBepLueHCTBYeTCS AMarHo-
CTUKA BPOXAEHHOIMO MMMNEPUHCYIMHM3MA KaK 3aboneBaHums,
XapaKTePU3YIOLLEroCs THKEeAbIMU TMNOMIUKEMUAMU Ha doHe
HOPMasbHOWM WK MOBBILWEHHOM CeKpeLmmn nHcynmnHa. OgHako
KNMHUYECKME CUTyaLMK, B KOTOPBIX Y MaLMEHTOB, Yalle Mia-
[leHYeCcKoro BO3pacrta, PerMcTpupyroTca Kak TsKesble rmno-
rMUKEMUK, TaK W TUNEPIIMKEMUM, COMPOBOXAAMLLIMECS
BbIPQXKEHHOW TMMNEPUHCYNMHEMMUEN, YACTO C NOPAKEHUSMU
[LpYr1x OpraHoB 1 CUCTEM, MaCKMpYOLWKUMK MeTabonnyeckne
HapyLIeHMs, MOTYT OKa3aTbCsl CIIOXKHBIMU A1 CBOEBPEMEH-
HOM ANATrHOCTUKN N TeéM CaMbIM MOBNIUATb HA Ka4yeCTBO OKa-
3aHMS NOMOLLM, HOCALLEN Y BONBLIMHCTBA NALMEHTOB YpreHT-
HbIM XapakTtep. YunTbiBas peakoCTb CUMHAPOMOB BPOXAEHHOM
PE3NCTEHTHOCTU K WHCYNWMHY, pa3Hoobpasme KAMHUYeCKUX
NposBNeHni, O0COBEHHOCTM fleYeHUs U OUCNAHCEPHOrO
HabnwoaeHus, NpeacTaBageTcs nonesHblM 06CyXaeHne Kpyra
BOMPOCOB, KAaCAKLWMXCA COBPEMEHHbIX MpeacTaBeHuit
00 3TOW MaToNoruMu, Mecte ee B MpakTWKe AETCKOrO Bpaya
aMbynaTopHOro 3BeHa M CTaLMOoHapa, a Takxke BO3MOXHOCTb
NoAennTbCca COOCTBEHHbLIM OMbITOM B AaHHOM 06nacTu.

CornacHo Knaccudukaumm, npeafiaraeMoi B nocnegHen
BEPCMM peKoMeHaaumii MexayHapoaHoro obuiectsa caxap-
Horo amabeta y getew n nogpoctkos (ISPAD, 2018), cuHapo-
Mbl TSOKENOW BPOXAEHHOM MHCYNUHOPE3UCTEHTHOCTU Mpes-
CTaBfiEHbl TPEMS OCHOBHbBIMU TPYNMNaMu: CBA3aHHbIE C HApY-
WEeHUEM MHCYIMHOBOIO CUFHAZIMHIA BCIEACTBME MYyTaLMiA
B reHe peuentopa mHcynmHa (INSR); cBs3aHHble € Hapywe-
HMEM pa3BUTUS XXMPOBOW TKaHM (MOHOrEHHOE OXMpeHue
M BPOXAEHHAs napuuanbHas WAM TOTasbHas NUMMNOAMCTPO-
dus), @ TaKKe rpynnomn reHeTMYyecknx CMHAPOMOB (CMHAPO-
Mbl AnbcTpeMa, bapae - buans v ap.) (ma6a. 1) [1]. B rpynne
BPOX/AEHHbIX HAPYLUEHWIA MHCYIMHOBOTO CUTHANWHIA BCea-
cTBue MyTauuii B reHe INSR, B CBOIO oyepefib, BbILENAOT TpH
KNMMHUYECKMX BapUaHTa: MHCYIMHOPE3UCTEHTHOCTb TUNa A,
nenpevayHusMm (cMHApoM [oHOXbo) M cuHApoM PabcoHa -
MeHzeHxonna. MHCyNMHOPe3UCTEHTHOCTb TUMA A AMArHOCTH-
pYyeTcs y AeBOYEK-MOLPOCTKOB 6€3 0XMPEHUS, C BbIpAKEH-
HbIM acantosis nigricans (YepHbIM akaHTO30M), TMNepaHApo-
reHuein, CUHAPOMOM MONIUKUCTO3HBIX IMYHUKOB, HAaCceayeTcs
Kak ayTOCOMHO-LOMUHAHTHO, TaK M ayTOCOMHO-PELECCUBHO.
JlenpeyayHunsM u cuHpgpom PabcoHa - MeHaeHxonna BO3-
HUKAKT BCNEACTBME HaNMYMS MATONOrMYECKMX BapUaHTOB
B 06onx annensx reHa INSR u umetotT bonee BbipaKeHHYO
KNMMHUYECKYIO MPe3eHTaLMI0 C Pa3BUTUEM KM3HEYrpoXxato-
LLIMX COCTOSIHUI BCNeacTBME MeYeHOUYHOW HedoCTaTOYHOCTU
npu nenpeyvayHusMe, TSXKENbIX TUMOTIMKEMUIA HATOLLAK
W TMNepravkeMuii MOCTNPaHAMANbHO, COMPOBOXAAMLLMXCS
330epXKOM pOCTa WU PasBUTUSA, KIMHUYECKMX CMMMNTOMOB
BbIPQXXEHHOIO MMNEPUHCYNIMHMU3MA — YEPHOTO aKaHTO3a, yBe-
NINYEHUS MATKUX TKaHeW, UM nceBaooakpoOMeranuu, runep-
TPUX03a, YTOLEHUS M LUEPLIABOCTU KOXM, MONYyUMBLLEN
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Ta6nuya 1. Knaccubukaums CMHAPOMOB TSXENON BPOXAEHHON MHCYNMHOPE3UCTEHTHOCTM [1]
Table 1. Classification of congenital syndromes of severe insulin resistance [1]

PewenTopHsiii sedekt INSR (AL/APY Het aucnunuaemun u creatosa
MepBHYHbIE HapyLLIEHMS ChikeH HopManbHblit WIS
WMHCYNMHOBOTO CUTHANMHIA ; WK NOBBILLEH
MocTpeuentopHblii fedekt | AKT2,TBC1D4 (ALL) HOEHLHUEIEP e;g:;ggﬁﬂgﬂ? ﬂHMa;gﬁaK’
MC4R (ALL) MoBbiweH Beicokopoanocts (MC4R)
MoHoreHHoe oxupeHue LEP, LEPR, POMC (cHwxeH npu [MnoroHaausm (LEP)
(AP), npyrvie LEP) lunokoptuumam (POMC)
HapyLeHus pa3sutus BpoxaeHHas ToTanbHas AGPAT2,BSCL2 (AP), CHibkeH Chiken I;Z(;”waﬁeg:mncﬂfkmil(%?r}lme
KMUPOBO TKaHMU nunopuctpodms Apyrue CTeaTo3 nedeHn ’
Muonatus, kapanomuonatus (LMNA)
ML L ] L s Bapbupyer Mcespoakpomeranus (PPARG)
A ) PSR (oLt ti: SHORT-cuHapow, auatet (PIK3R1)

*Al - ayTOCOMHO-AOMMHAHTHbI1; AP — ayTOCOMHO-peLeccuBHbIi TUN Hacneaosanus; *JINMHM - naunonpotenabl HU3Koi nnoTHocTH; ***/IMBIM - AMNonpoTenAbl BbICOKOW NNOTHOCTU.

Ha3BaHWe «BenbBeTOBOW KOXU» [1-4]. HecmoTps Ha n3BecT-
Hble TeHETUYECKME MPUYMHDI, KACAOLLMECS HAPYLUEHWUS CUT-
HafMHra B reHe peuenTopa WHCYAWHAE, MpU OMUCAHMK
HEMHOTOUYMCIEHHBIX KIUHWYECKMX HabnoaeHuid aBTopbl
oTMeuvatoT bonblioe pasHoobpasune dheHoTunos. Tak, B pabo-
Te Y. Kuroda et al. 2015 r. onucaHbl 2 cnyyas pebrota runep-
HCYIMHEMMWYECKON TMMNOIMKEMUN C AeBIOTOM BO B3POC/IOM
BO3pacTe, YTO SBMIOCb OCHOBAHWEM pPEKOMEHL0BaTb Uccne-
poBaHue reHa INSR B cayyasix rMnepuHCYIMHEMUYECKOM
TMNOMUKEMUU Y B3POC/bIX MPU UCKIOYEHUM OMYXONEBOTO
reHesa (MHcynuHomsl). N. Longo et al. 8 1999 r. onucanu cny-
Yal BHe3anHowm CcepaeyHor cmepTu y pebeHka 7 neT C CUH-
npomMoM PabcoHa - MeHpeHxonna, KOTopbii npowusowen
yepe3 3 Hepd. NOC/ie NeyeHus Mo noBoay AmabeTnyeckoro
keToaumposa. OcobeHHOCTbIO C/y4as aBTOpbl OTMETUIIM
HanMyme YacTbIX NapafoKCaNbHbIX FTMNEPUHCYNTUHEMUYECKMUX
TMNOMMUMKEMUIA HaTowak y pebeHKka C caxapHbiM AnabeTom
BCMELCTBME BPOXAEHHOM pPE3UCTEHTHOCTU K WMHCYIWHY.
[puyYnHa CMepTM He MPOKOMMEHTUPOBAHa aBTOPaMM, T. K.
aytoncms He nposoamnacs [5]. B nybavkauum PA. ATaHecsH,
N.4. Knumosa u gp. B 2015 r. gaHo onucaxHue nabunbHoro
TeyeHWs caxapHoro amabeTa C 3MM304aMM KeToaumaosa
y NOApPOCTKA C cMHApoMoM PabcoHa - MeHnaeHxonna, umeto-
Wero 3adepxky pocta u pas3sutus [6]. OoHOBpeMeHHO
B /iMTEpAType eCTb YKazaHus, YTO KIMHUYECKME NPOsSBNEHNS
CMHAPOMOB BPOXAEHHOW WHCYIMHOPE3UCTEHTHOCTM MOTyT
ObITb CTEPTBIMM WMAWM  [AXe OTCYTCTBOBaTb, MPOSBASAACH
B OMpeaeneHHbIX BO3PaCTHbIX rpynnax waum Gusnonoruye-
CKMX COCTOSIHMSIX, HanpuMep, Mackupys recTalMOHHbIM
caxapHblit AmabeT BO BpeMs 6epeMeHHOCTH ¥ paHee CYMTaB-
LIMXCS 340POBbLIMU XKeHLMH. MccnepoBaTtenm 0ObACHAKT 3TO
pa3HOM 3KkcnpeccMBHOCTLIO reHa INSR, a Takxke pasnuuHoi
MeHeTPaHTHOCTbIO NPOSBAEHWI reHeTUYeckon nHdopMaLmm
B nokonexusx [1, 2, 7]. Takum obpasom, cnenyeT noguep-
KHYTb, Y4TO AaHHas rpynna BPOXAEHHbIX CUHAPOMOB OTHO-
CUTCS K YMCTy peflkux faxe cpeau opdaHHbIX BonesHew,
KOTOpble B CMAly pa3HOOBPa3us KIMHMYECKMX MPOSBIEHUIA
M HEeA0CTaTKa AaHHbIX AAUTENbHOrO HabntoaeHMS NaLMeHTOB
MOTryT MPeLCTaBNATb ONpeAeneHHble TPYAHOCTUM B AMArHo-
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CTMKe W nedveHun. Tak, cuHapom PabcoHa - MeHpgeHxonna
6bi1 onmcaH B 1956 T. yyeHbIMM, YbM MMEHA BNOCIEACTBUM
6bl1M 3aKpeneHbl 338 4aHHbIM 3ab01eBaHMEM, @ YACTOTa ero
OKOHYaTenbHo HemssectHa [8]. Mo faHHbIM HauuoHanbHOWM
MegmumHckon bubnuotekn CLUA 2020 r., pacnpocTpaHeH-
HOCTb CuMHApoMa PabcoHa - MeHaeHxonna cocraBnser
MeHee 1 Ha MuAIMOH 4YenoBek. Hebosblioe KONMYeCTBO
KIMHUYECKMX ClyyYaeB Bblo ONMCAHO B MEAMLMHCKON nuTe-
patypel. JleueHne CMHAPOMOB BPOXAEHHON MHCYNIMHOPE3N-
CTEHTHOCTM TaKkxe npeacTaBnser O0MbWy CMOXHOCTb.
XapakTepHble HapylweHWs yrneBogHoro obmeHa B BuAe
TMNOTMMKEMUIA HATOLLAK M TMNEPrIMKEMMIA NOCTNPAHAWANb-
HO 0O0YyCNnoBAMBAKT HEO6XOOMMOCTb HEMEeAMKAMEHTO3HOM
Tepanuu — TWATENbHOW KOPPEKLUMM MUTAHUS U PErNaMeHTH-
POBAaHHOW (DU3MYECKOWM aKTUBHOCTWU. YTO KacaeTca Meamka-
MEHTO3HbIX BMELLATENbCTB, TO BO3MOXHOCTM IeKapCTBEHHOM
Tepanuu orpaHnyeHbl B CBA3M C MPUMEHEHMEM NpenapaTos
«off-label» y neTei Mnaawmx BO3pacTHbIX rpynmn, oTCYTCTBU-
€M permcTpaumu 4Yactm MeoukameHtoB B P®, a Takxe
B LLE/IOM OTCYTCTBMEM AAUTENbHOrO HabnoaeHus 3a apdek-
TMBHOCTbIO M 6€30MaCHOCTbI0 pEKOMEHAYEMbBIX B HacToALLee
BpPEMS NEKAPCTBEHHbIX CPeACTB B Tepanuu BPOXAEHHOM
WMHCYNMHOpe3ncTeHTHocTU. Cpean nocnegHWX B Hay4yHOM
NUTepaType peKoMEeHAYITCS CEHCUTAN3epbl MHCYNMHA (MeT-
$hOpMUH, NnornuTasoH). C Lenbio COXpaHeHMs QYHKLMOHAb-
HOro noTeHuUMana 6eTa-kNeTok B NoCiefHMe rofbl MOsBU-
MCb peKOMEHAALMM NMPUMEHEHUS AHTAarOHUCTOB AMNenTu-
aunnentuaasel (AMNM) n HekoTopbix Apyrux. Takxke B Kade-
CTBE 3KCMEPUMEHTANbHOW Tepanuu ecTb ONMCaHUS MCNONb-
30BaHMg NpenapaToB PEKOMOWMHAHTHOIO NeNTUHA U MHCYAU-
HonopobHoro dakTtopa pocta 1 (MMP-1). HecmoTps Ha peru-
CTPaLMIO NO3UTUBHbIX 3DHEKTOB, HEKOTOPbIE aBTOPbI peKo-
MEHAYHT NpUMeHeHUe KOMOMHALUMM NpenapaToB, a He Kax-
[lOr0 B OTAENbHOCTU, @ TakXe MNpeaoCTeperatT, YTo OTCyT-
CTBYET L/WTENbHbIM nepuog HabnofeHus 3a nauueHTaMmu,
YTO OrpaHMYMBAET BO3MOXHOCTb OKOHYATENIbHOW OLLEHKM
3bdeKTMBHOCTM MeanKaMeHTO3HOM Tepanuu [1, 9-11].

1 Rabson-Mendenhall syndrome. U.S. National Library of Medicine. Available at:
https://medlineplus.gov/genetics/condition/rabson-mendenhall-syndrome.
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TakuM 06pa3oMm, BpOXAEHHAS MHCYIMHOPE3UCTEHTHOCTb
MOXET MaHudecTMpoBaTb B Pa3HOM BO3pacTe, KIMHUYECKM
NposSBASTLCS Pa3HOHAMPABMAEHHbIMU HApYLWIEHUSIMU yrne-
BOLHOro obMeHa (rMno- v runeprankeMmnsmu), CnoCobHbIMM
[OCTUraTb Y HEKOTOPbLIX MALMEHTOB KPUTUYECKMUX 3HAYEHUH,
COMpOBOXAATbCS HEBPONOTMYECKUMM W COMATUYECKMMMU
paccTpoicTBaMu. [laHHas naTonorus MMeeT NOTEHUMANbHO
XM3HEYrpoXaloLIMii XapakTep M BbICOKMM pUCK Heobpatu-
MbIX MHBANUAM3MPYIOLLMX OCIOXHEHWIA, 4TO 0ByCnoBAMBaET
BAXKHOCTb CBOEBPEMEHHOW [OMArHOCTUKM M KBanuduumpo-
BaHHOM MOMOLIM Ha BCEX 3TanaxX MeAMLMHCKOro COnpoBoO-
XaeHus. Huxe nNpuBOAWMTCS OMMCAHME KIIMHMYECKOro Chy-
yas - pebeHka c cuHOpomom PabcoHa - MeHpeHxonna
C 0ebTOM B paHHEM BO3pacTe M accoumaumern ¢ apyrumu
MYNBETUCUCTEMHBIMU MOPAKEHUSIMM.

KJIMHUYECKUIA CNTYYAN

MauneHT H., Manbumk, 6bin BNepeble 06CNefoBaH B Kiu-
Huke ®OIBY «<HMUL, um. B.A. Anma3oBa» B Bo3pacTe 5,5 mec.
No HanNpaBfieHWIO PAMOHHONO AETCKOro 3HAO0KPWMHOMOrA,
3anofo3pusluero y pebeHka BPOXAEHHbLIA TUNEePUHCYAU-
HK3M (BIM) B CBA3M C 3MM3043aMM HACTbIX TSHKENbLIX TMNOMN-
KeMuit. AHaMHe3 Xu3HK: pebeHok poguncsa oT 1-i bepemeH-
HOCTW, npoTekaBllei Ha GOHe yYrpo3bl MNpepbiBaHUS
Ha 23/24 Hep., reCTauMOHHOro caxapHoro avaberta, OPBU
B Il Tpumectpe. Poabl CpoyHble, Macca nNpu POXAEHMM
2 380 r (z-score -2,2); naivHa 49 cm (z-score -0,47), oueHeH
no wkane AMTAP 8/9 6annos. EctectBeHHOe BCKapMAnBaHue
[o 2 mec.

HacnenctBeHHbI aHaMHe3: oTel, ManbiMka B BO3pacTe
12 neT 6bIN rocNMTaNM3MPOBAH C OMArHO30M «CAXapHbIN
nMabeT», HO Ha GOHe cTapTa MHCYIMHOTEpPANUKM NPOMU3OLLIIO
pa3BUTUE TUMOIIMKEMUYECKOW KOMbI. Tepanus MHCYIMHOM
Oblna OTMEHeHa, peKOMEHAOBaHA AMETOTEPANUS, CHUXKEHME
Beca. B HacToswee Bpemsa aueTbl He nNpwu-
nepxuBaeTcs, He uMeeT u3bbITKa Beca,
TMUKEMUIO HE KOHTPONMPYET.

AHaMHe3 3aboneBaHusa: B MepBble
CYTKM KM3HW 3aperMcTpuMpoBaH 3MNM304,
runornukemmum 1,8 MMonb/n, CpbIrMBaHUs
«3aCTOMHbIM»  COAEPXKMMbIM  XKenyaka,
B3[YyTWeE XMBOTA, N0 MOBOAY Yero naumeHT
6bln NepeBefeH B XMPYpPruyeckuii cTaumo-
Hap, rAe [AMarHo3 OCTPOM KULLIEYHOM
HEeMpoXoAMMOCTM He  NOoATBEepAMACA.
B TeyeHune nepBbix 9 OHEN XM3HM NPOBO-
[IMnack MHDY3MOHHAA Tepanus pacTBOPOM
rMOKO3bl, Obln BbiMMCaH Ha 21-e cyTku
XM3HU. B TeueHne cnepyowmx 5 mec. 6bim
HEO4HOKPATHO 33aperncTpupoBaHbl 3MM30-
[lbl TUMOTIMKEMMM, Yallle HATOLLAK, @ TakXKe
HECKOMbKO 3MW3040B TUMNEPrIMKEMUM
00 14 mmonb/n. B aHanm3ax Moyn HeoaHO-
KpaTHO onpenensnacb MUKporematypus,
MWKPOMNPOTEUHYPUS, TIOKO3YpPUS, B CBA3M
C YeM npoBeaeHo obcnenoBaHue B Hedpo-
NOrMYeckoM cTaumoHape. bbin BbinMcaH

Pucynok 1. Cunapom PabcoHa -
MengaeHnxonna. lmneprpuxos. MNces-
floakpomeranus. YToNLeHHas Koxa

Figure 1.Rabson-Mendenhall
syndrome. Hypertrichosis.
Pseudoacromegaly. Lichenification

C AuarHosoMm: «[lucnnasma nodek (rnokosypus). lMueno-
3kTa3uga cnpasa. [THO. AcummeTpuyeckas runeptpoduyeckas
KapAMOMMONaTus C AMHAMUYECKOW obCTpykumeny». Toraa xe
6blna AMArHOCTMPOBAHA YMepeHHas renatomMeranus ¢ nosbl-
LeHneM ypoBHS TpaHCcaMmnHa3 B 2-3 pasa. [Tocne BbINUCKM
MauUMEHT perynspHo 0CMaTpuBanca cneumanucTaMu: HeBpo-
NOrOM, OTONAPMHIONOrOM, reHeTUKOM. [1poBefleHO reHeTuye-
ckoe obcnenoBaHue: kapnotun: 46 XY — HOpMasnbHbIN, Myx-
CKOM, MCK/KOYEHbI /M30COMaNbHble 60ME3HU HaKonneHus
(fowe, ®abpu, HuMaHHa - MNuka A/b, Momne, Kpabbe, Myko-
nonucaxapmpo3 1-ro tuna), cuHapom [lpagepa - Bunnw,
NO OaHHbIM TaHAEMHOW MacC-CMeKTPOMETPUM OTHETIMBOM
MaToNormMun yctaHosneHo He 6bino. C Bospacta 1 mec.y naum-
€HTa O0TMeyanoCb 3aTPyLHEHHOEe LYMHOEe [blXaHWe, 4TO
Ha Ha4yanbHOM 3Tane OblI0 PaCLEHEHO KakK 3aTSHXKHOW PUHMT,
apeHouaut. bbino npoBeneHo BMpyconornyeckoe u bakrepu-
0/10rMYyecKoe NccnefoBaHme, UCKIOYEH pas MHOEKLMOHHDBIX
3aboneBaHMi (LMTOMEranoBMpycHas MHGekums, repnec 1-ro
M 6-ro TMnos, BMpyC JnwTerHa - bapp u ap.). C 4 mec.
y naumeHTa cTanu Bce 6onee OTYETAMBO MpPOABAATHLCA
33[€epXXKa MCUXOMOTOPHOIO passuTus, AnddysHas rmnoto-
HMS MbILLL, 334€PXKKa TEMMOB PU3NYECKOro pa3BuTHs. B Bo3-
pacTe 5 MecC. Ha npueMe y IETCKOro 3HAOKPMHONOra 3aperu-
CTPUPOBAH 3NM304, TMNOMAUMKEMUM OO0 2,2 MMOSb/N.
HasHayeHo obcnenoBaHue, Npu KOTOPOM YCTaHOBAEHO, YTO
Ha (DOHe CHMXEHUS MNOKO3bl KpoBK A0 1,9 MMONb/N ypoBEHb
C-nentnaa >5000 Hr/Mn, ypoBeHb MHCynuHa >300 ME/n, kop-
Tm3on - 971 Hmonv/n, TTI - 3,88 MkME/mMn, T4cB -
10,53 nmonb/n (10-23,2). C nopo3pennem Ha BI'M naumneHt
Obln HanNpaBfAeH Ha rOCMUTaNM3aLUMI0 B KIMHWMKY LleHTpa
uMm. B.A. AnmazoBa. B kanHuyeckom dbeHoTMne npu nepemY-
HOM OCMOTpe OTMeYeHbl 33Jepxka (QU3MYECcKoro U NCmMxo-
MOTOPHOro pasBuTusa pebeHka: Bec 5,55 kr (<-3SDS), poct
63 c™m (-1,35 SDS); ManbumK NioXo yaepXmBan ronosy, otMe-
Yanacb CHWXEHHas ABUraTenbHas akTUBHOCTb, AMDPY3Has
MbILLEYHAs TMNOTOHMUS, HEe CUAEN, SMOLMO-
HaNbHOCTb CHUXeHAa. MHOXeCTBeHHble
CTUrMbl  OM33MOpUOreHesa: nuLEeBON
LmMMop®du3Mm, rpybble yepTbl nLa, TONCTbIE
rybbl, yBenMueHune a3bika, 3anasluee nepe-
HOCbe, YyBEMYeHMe PaCcCTOSHUS MexXay
rnasamu, WMPOKME HO3APMU, HM3KO MNoca-
KEHHble  ylWK, ponuxouedanmyeckui
yepen. 3HaKM WMHCYAMHOPE3UCTEHTHOCTY:
{ rMNEpTPUX03, YEPHbIA aKaHTO3, YTONLLEH-

Has Cyxas «lwepLiaBasy» Koxa, UCTOHYeHMe
MOAKOXHO-XXMPOBOM KNeT4aTKW; CrhaaHx-
HOMeranus: renatocnaeHoOMeranms, yBenu-
yeHume MATKMX TKaHen nuua, KUCTen 1 cTon,
MONOBbLIX OpraHoB (NceBf0aKpOMeranus).
HapylieHvne MexaHWKM AbIXaHUS: WyMHOe
[ibIXaHue, poT MOAYOTKPbIT, HA BAOXE y4a-
CTMe BCMOMOraTeNbHOM  MyCKynaTypbl,
«MNapafoKcanbHblA» TUM [bIXaHWs, BAOX
«CTyneHyatbiny, YA 38 B MuH., AbiIxaHue
My3puabHOE, XpWMbl MPOBOLHOIO XapakTe-
pa, BO BpeMs CHa MOCTOSIHHbIA Xpan
(puc. 1, 2). NpoeepneHa aubdepeHumans-
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Has  AMArHOCTMKA  TUMOTNUKEMMUM,
B npobe ¢ ronomaHuem: runornuke-
mua - 1,58 mmonw/n, C-nentug -
15,70 ng/ml (0,79-5,19), uHcynmH -
9122,8 nmonb/n (17,8-173). YpoBH#H
IpyrMx TrOpMOHOB B HOpME: KOpTM-
3on - 177,10 Hmonbe/n (101 - 535,7),
TTr - 1,533 MME/n (0,35-4,940),
T4cB - 11,2 nmonb/n, CTT = 1,00 Hr/Mn
(0,09-6,29), B OTCYTCTBME KETO3Q, ALM-
[103a YpOBEHb JlaKTaTa HOPMasbHbIN.
Ho uepes3 1 4 nocne eapl runepraunke-
mua - 13,2 mmons/n, C-nentug -
126,82 HF/MA, MHCYNUH -
36266,5 nmonb/n. Mpoba c ratokaro-
HOM — MONOXUTENbHAs (CTUMYAUPO-
BaHHbIN NpUPOCT rnkemuun: 2,4-53 mmons/n). Takum obpa-
30M, NMOYYEHbl AAHHbIE O BbICOKOM YPOBHE MHCYMMHA Npw
TMNOTNUKEMUM U €70 3HAUYMTENIbHOM BO3PACTaHUM Ha hOHe
npaHAaManbHONM runepramkeMun (puc. 3). Anartos «BIMM» 6bin
NoABEpPrHyT COMHEHMIO, M NpoBeaeHa npoba C OOHOMO-
MEHTHbIM OMpeLeNeHneM YPOBHS TUKEMUWU, WMHCYNUHA,
C-nenTtmaa. KoHcTaTMpoBaHa NOCTOSIHHASA FMNEpPUHCYIMHE-
MWS, KOTOpas MMena TEHAEHUMIO K HapacTaHuio Ha doHe
NPpaHAMaNbHOM Harpysku C nocnenymowen pUKOLLIETHOM

PucyHok 2. Cunapom PabcoHa — MeHaeH-
xonna. «Tonctble» rybbi, s3bik. LLnpokoe
nepeHocbe. [p1MoTKPbITbIA poT

Figure 2.Rabson-Mendenhall syndrome.
Thick lips, tongue. Broad nose. Abnormally
prominent jaw

rMnornnkeMmen. MakcumanbsHbin ypo-
BEHb MHCYNMHA BblN 3aperncTpMpoBaH
npu MakCMManbHOM MOAbEME TMKe-
Mun (maba. 2). Ong oueHkn dyHKUMO-
HanbHEOM aKTMBHOCTWM MOMLXENYA0Y-
HOM >enesbl y pebeHka C BbIpaXeH-
HOM runepuHcynMHemumen 6bina npo-
BeAeHa MO3UMTPOHHO-3MMUCCUOHHAN
KoMnbtoTepHag Tomorpadusa (M3T-KT)
C pagmodapmnpenapatom 18F-DOPA.
Ha cepuun [3T-ToMOrpamMMm opraHoBs
6PIOLLHOM MONOCTU M 336PIOWMHHOIO
MpOCTpaHCTBa Obln OMMCAH NATHM-
CTbIM»  naTTepH  runepdukcaumnm
18F-DOPA B napeHxuMme enesbl
€ 06nacTbl0 MakCMManbHOro Hakomne-
Hus paguodapmnpenapata (P®I) B Tene nooxenynoyHowM
Xenesbl U NaHkpeaTnyecknm nHaekcom (SUV) Ha 10-MUuHyT-
HOM CKaHe, BbINONHEHHOM 4Yepe3 50 MUH mocne MHbEKLMM
P®TM, pagHbiM 1,09. JaHHbIN BapuaHT 3axBaTa POl cBuae-
TenbCtByeT O AMDOY3HOM MOBbLIWEHHOM HAKOMNEHMM
18F-DOPA 6eTa-knetkamu nomKenyaouHon xenessl (puc. 4).
Ha ocHOBaHWM MOAYYEHHbIX KAUHWKO-NabopaTopHbIX
M UHCTPYMEHTaNbHbIX AaHHbIX OblA0 YCTAHOBAEHO, 4TO
y NauMeHTa C KAMHUYECKMMU MPU3HAKAMU MHCYIMHOPE3U-

PucyHok 3. MHorocyTouHoe MoHuTopupoBanue rankemmmn (CGMS) go Tepanum

Figure 3. Continuous glucose monitoring (CGMS) before therapy
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Bbicokue (no 15-17 MMonb/n) NUKK MMKEMUK NOCTNpaHAManbHo (max yepes 1 4 nocne enbl). Mnornmkemus Hatowak v yepes 1,5-2,5 4 nocne eabl
High (up to 15-17 mmol/l) postprandial glycemic peaks (max 1 h after a meal). Hypoglycemia on an empty stomach and 1.5-2.5 hours after a meal

Ta6nuya 2. Npoba c 0AHOMOMEHTHbIM ONpeaeNeHUEM YpOoB-
HS FIMKEMUK, UHCYNKMHA, C-nenTuaa

Table 2. Test with one-step determination of glycemia,
insulin, and C-peptide levels

0 (HaTowak) 1,34 1171 2,57

Kopmnenue Kawa + dpyktosoe niope 120 r, cmecb 40 mn
30 MuH 10,45 13890 45,2
60 MUH 11,47 625 38,51
90 MuH 8,37 - 259
120 muH 4,05 6732 10,26
150 MuH 2,31 - 4,26
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PucyHok 4. MN3T-KT ¢ 18F-DOFA. Apxus npodeccopa
[.B.PbixkkoBoi

Figure 4. PET-CT with 18F-DOPA. Archive of Professor
D.V.Ryzhkova




CTEHTHOCTM MMENU MeCTO TMNEePUHCYIMHEMUYECKME TUMO-
TMUKEMUM HATOLWLAK C FMNEPrIMKEMUSMU, C HapacTaHUEM
YPOBHS WMHCY/IMHA MOCTNPaHAMANbHO, YTO He XapaKTepHO
ons BI'M v, HanpoTue, TUNUYHO ANS CUHAPOMA BPOXAEHHOM
MHCYNMHOPE3NCTEHTHOCTU C BTOPUYHBIM TUMEPUHCYUHNU3-
MOM. MeTofOM CcekBeHMpPOBaHMS HoBoro nokonenus (NGS)
C NpUYMEHEeHWeM LeneBbix NaHenei oboralweHus Ha npwu-
6ope Illumina MiSeq 6bin0 NpoBeneHO reHeTUYeckoe
nccnenoBaHMe reHoB, aCCOLMMPOBAHHBIX C Pa3BUTUEM reHe-
TMyeckn obycnosneHHbIXx 3aboneBaHWi 3HAOKPUHHOM
CUCTEMBI, @ TaKXKe C APYrMMU HacneacTBeHHbIMKU 3abonesa-
HUSMU CO CXOAHbIMU (DEHOTUMUYECKMMU MPOSBAEHUAMM,
C nocnenywouwen sepuduKaLmen pesynsrata CeKBEHUPOBa-
Huem no CaHrepy. B uccnenyemom obpasue HK BbigBaeHb
BapMaHTbl HYKNEOTUAHOM NocnefoBaTeNbHOCTH B reHe INSR
(chr19:7132201, NM_000208:exon14:c.C2810T:p.T937M)
MINSR (chr19:7267652,rs1347473020,NM_000208:exon2:c.
C356T:p.A119V) B KOMMAyHA-reTepo3nrOTHOM COCTOSIHUM.
BapmaHTt B reHe INSR (chrl9:7267652, rs1347473020,
NM_000208:exon2:c.C356T:p.A119V) otcyTcTBOBaN y 060MX
poautenen naumeHTa (de novo-BapuaHT). [laHHbIA BapuaHT
B COOTBETCTBMM C KpuTepmaMu ACMG paccmaTpmBaeTcs Kak
BAapMaHT C HeonpedeneHHbIM 3HayeHWeM. BapnaHT B reHe
INSR (chr19:7132201, NM_000208:exon14:c.C2810T:p.
T937M) B reTepo3nroTHOM COCTOSIHUM OBHapyXeH Takxe
y oTua nauueHta. [aHHbi# BapuaHT B reHe INSR
(chr19:7132201, NM_000208:exon14:c.C2810T:p.T937M),
B COOTBETCTBMM C KpuTepusamn ACMG, paccMaTpmBaeTcs Kak
BEPOSATHO MATOTEHHbIN.

PE3YJIbTATbI

BbisiBneHHble BapuaHTbl HYKNEOTMAHOW NOCneaoBaTesb-
HocTu B reHe INSR (chr19:7132201, NM_000208:exon14:c.
C2810T:p.T937M) un INSR (chr19:7267652, rs1347473020,
NM_000208:exon2:c.C356T:p.A119V) B  KOMMAyHA-
reTepo3MroTHOM COCTOSSHUM MOTYT SBNSTbCS BEPOSTHOM Npu-
YyMHoW 3abonesanus (puc. 5, 6). Ha 0CHOBaHWM NONyYeHHbIX
pe3ynsTaToB reHeTUYECKOro MCCIefoBaHMS B accoumaumm
C KIMHWYecknM (eHOTMMNOM, Bo3pacToM aebroTa naumeHTy
Ob1N1 YCTAaHOBEH KNMHWYECKUIA ANAarHO3 «CMHAPOM PabcoHa —
MeHaeHxonna». B panoHelweM naumeHT eule ABaxabl Obin
rocnuTanu3npoBaH B KAMHMKY LleHTpa mm. B.A. Anmasosa,

PucyHok 5. MonekynsipHo-reHeTM4ecKkoe nccienoBaHue.
BapuaHTbl HyKNeoTUAHOM NOCNen0BaTENIbLHOCTH B FreHe peLen-
Topa nHcynuHa INSR B KOMNayHA-reTepo3vroTHOM COCTOSIHUM
(uccnepoBanme npoBeneHo A.M.H. A.A. Koctapesoi)

Figure 5. Molecular genetic analysis. Nucleotide sequence
variants in the insulin receptor INSR gene in the compound
heterozygous state (study conducted by Dr. Kostareva A.A))

roe HabnogaeTcs 40 HACTosLWero MoMeHTa (Bo3pact 1 rop).
B TakTuke, C yueToM BO3pacTa nauumeHTa, 6bina HaszHayeHa
HeMmeLMKaMeHTO3Has Tepanus. OCHOBbLIBAsSCb Ha 4acTOM
MOHWTOPUHIE TNKEMUM, MPOBEAEHA KOPPEKLUMS AMeTbl.
Bbino pekoMeHL0BaHO M3beraTb NPOLYKTOB C BbICOKUM [n-
KeMUYeCKMM MHAOeKCcOM. PebeHok nepeBefeH Ha NpoTepTbii
CTON,BBEAEHbI NOCNeA0BaTENbHO NPUKOPMbI. PEKOMEHA0BAHbI
YyacTtble npueMbl MUK (Yepe3 2-2,5 4); B HOYHbIE Yacbl BBe-
[leH Kucenb ¢ Kpaxmanom. Yepes 40-60 MMH nocne npuema
MUKW — KOHTPONb FIUKEMUU, NPU TEHAEHLUMMN K CHUXKEHUIO
nocne «nNuka» rMNepravkeMun — MNPUEM YINEBOAOB [ANS
KyNUpOBaHWs runornukemuun. Pesynbtat: LOCTUIHYTa Lene-
Bas rukemus 4,0-8,0 mmons/n (puc. 7).

PucyHok 6. MHOrocyTouHoe MoHUTOpupoBaHue rmukemun (CGMS) Ha dhoHe Tepanuu (oueTa, pernameHTaums pexunma)
Figure 6. Continuous glucose monitoring system (CGMS) during therapy (diet, regimentation)
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3HauMTENbHOE CHUKEHUE BapMaﬁEﬂbHOCTM FMUKEMUN B TEYEHUE CYTOK. CHUXEHbI NMUKK I'IOCTI'IpaH,DMaJ'IbHOl:i rmunepravkemMuun. Kyl‘lMpOBaHbl rMNOrMUKEMUN HATOLWAK
Significant decrease in the variability of glycemia during the day. Reduced peaks of postprandial hyperglycemia. Hypoglycemia on an empty stomach is cured
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PucyHok 7. KomnbtoTepHas ToMorpadums nerkux. Aptepmanb-
Has a3a KOHTPACTUPOBaHUS (MCCeA0BaHUE NPOBELEHO
3aBpeHTreHonornyeckum otaenexdunem OJ1PK LeHnTtpa B.A. Anma-
3o0Ba A.10. CkpunHukom)

Figure 7. Computed tomography of the lungs. Arterial phase
of contrasting (the study was performed by A.Yu. Skripnik,
Head of radiological department of Children’s Rehabilitation
Clinic, Almazov National Medical Research Centre)

OTaenbHoro BHMMaHMS B AaHHOM KIMHUYECKOM ciiyyae
TpeboBan BONPOC OpraHn3aLMmn MHOrOKPATHOTO 3P PEKTUB-
HOrO MOHWTOPWMHIA TMKEMUWM Yy MaLMEHTA. ITO CBS3aHO
C TEM, YTO, C OAHOM CTOPOHbI, TPebOBaANCh YaCTble M TOY-
Hble M3MepeHus caxapa KpoBM, a C APYron — NpUMEHEHUe
KNACCMYECKOM CUCTEMbl HEMPEPLIBHOIO MHOFOCYTOYHOMO
MOHUTOPUPOBaHUA rankemun (HMM) He 6bino [LOCTAaTOYHO
3P DEKTUBHBIM 1 UHDOPMATUBHBIM. 3BECTHO, YTO CUCTEMBI
HMTI, unn CGM, npegHa3HaveHbl B MepBYyK ouvepedb Ans
onpeaeneHns rKo3bl y BONbHBIX CaxapHbiM AnabeToM.
JT0 03HAYaEeT, YTO MOPOr MPUHATUS LAHHbLIX 3HAYUTENBHO
BbICOK A/ TUMEPIIUKEMUM U CYLLECTBEHHO OrpaHuyeH
B OTHOLIEHUW TMMNOMMKEMUYECKUX COCTOSIHWI, KOr4a ypo-
BEHb MOKO3bl HMXE 2,2 MMOJb/N NPaKTUYECKU He onpene-
nsetcs. IMEHHO 3TO OrpaHUYMBAET MPUMEHEHWE AAHHbIX
CMCTEM Y MALMEHTOB C YACTbIMU U TSHXKENBIMU TUMOTTUKEMU-
AMW, YTO MMEeNno MeCcTo y Halero nauueHTa.
Mcnonb3oBaHWe e COBPEMEHHbIX cucTeM  GN3awW-
MOHUTOPMHIA oKo3bl (PMI) pekoMeHAyeTcs MCNonb30-
BaTb C BO3pacTa 4 neT, 4TO CBS3aHO C OCOBEHHOCTAMMU
MeTabonnsMma y geteit paHHero Bospacta. OnucaHHble nNpu-
UMHbI SBUNUCb OCHOBAHUEM [ PEKOMEHLALMU [toKoMe-
Tpa B Ka4yecTBe HaLEeXHOro CPeAcTBa KOHTPOAS FIMKEMUM.
Mbl pekomeH0Banu npumeHenune rnokometpa CONTOUR
PLUS ONE, ocHOBbIBasicb Ha psfe €ero XapakKTepucTuk
M npexae BCEero TOYHOCTM npubopa, COOTBETCTBYHOLLETO
TpeboBaHMAM LEWCTBYIOLLErO MeXAYHApOLHOro CTaHAapTa
ISO 15197:2013 [12]. HTerpupoBaHune ¢ MOBUABHLIM NpwU-
noxenunem Contour Diabetes (KoHntyp nabutnc) paert 8os-
MOXHOCTb (OPMMPOBaHWS OTYETOB AN MNOCNenyHLLero
aHanu3a, T. K. B MPUNOXKEHUU U CBA3AHHOM C HUM «obnake»
COXPAHSETCS HEeOorpaHMYeHHOe KONMYecTBO pe3ynbTaToB
M3MEpEeHUn, a Takxke [OONOAHWUTENbHas WHoOpMauUus
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no MUTaHWI0, GU3NYECKON Harpyske, NeKapCTBEHHbIM Npe-
napataM. Kpome 370ro, BakHa @yHKUMS «BTOpol waHCy,
KOTOpas N03BOMSIET MPOBECTU NOBTOPHOE U3MEPEHME YPOB-
HS FNOKO3bl B TeyeHne 1 MWH Npu HEAOCTAaTOYHOCTM npe-
Ablayuiero obpasua KpoBM, HEe MeHss TeCcT-noaocky. A cae-
TOBast MHAMKaLMS, oTobpaxalowas AnanasoH YpoBHS Mto-
KO3bl, CBOEBPEMEHHO MNpeaynpexaaeT 0 MokKasaTensx:
BbILUE WM HUXE LLeNeBOro 3HauyeHWs (Kentas M KpacHas
NoACBeTKa).

Yp06CTBO, TOYHOCTH M MPOCTOTA MCMOMb30BAHMS THOKO-
mMeTpa CONTOUR PLUS ONE no3Bonuaun npoBoAWTb aHanu3
YPOBHS T/IIOKO3bl B pa3HOe BpeMs CYTOK W MPUHUMATb
peLleHns 0 AMeTUYeCKOM KOPPeKLUMM HeleneBbiX 3Ha4YeHuM
rNKEMUU.

Taknm 0bpaszoM, B uTore npoeegeHHoro obciesoBaHus
6blna yCTAHOBNEHA NMPUYUHA TSXKENbIX HAPYLUEHW YrNeBOA-
Horo obMeHa M ocylecTBieHa Wx koppekuus. OgHako
C paHHero Bo3pacTa Yy nauMeHTa MMenu Mecto CUMMTOMbI
NOpaXKeHUs Apyrux OopraHoB u cucteMm, TpeboBaBslune cne-
LUManu3nMpoBaHHOM oueHknM. Hambonbwee 6ecnokoiCTBO
BbI3bIBANIM HAPYLIEHUS [bIXaHUS, AAUTENlbHOE BpeMs oLue-
HWBaeMble KaK CnefLCTBME 3aTSHKHOTMO BOCMANUTENBHOMO
npouecca BepxHUX AbixaTenbHblx nyTtei. OgHako npu nep-
BOW Xe BCTpeye C NaLMeHTOM CTana o4YeBUAHON Heobxoam-
MOCTb yrnybneHHoro obcnefoBaHWS B AAHHOM Hamnpasie-
HuW. PoouTenu oTMeyvanu LWYMHOE [biXaHWe, FPOMKUNA,
NOCTOSHHbIM Xpan Bo BpeMs cHa. COH NpepbIBUCTLIN; pebe-
HOK 3acbinan 6bICTPO, HOYbtO Yepes 2—-3 4 cHa 6oapcTBOBan
0KOM0 3 4, 3aTeM BHOBb 3ackinasn. Mpu ocMoTpe BO Bpems
CHa: pOTOBOe [bIXaHWe, MOCTOSHHbIA Xpan, napajoKcanb-
HbI TUN AbIXaHWS, 3anafeHue HaAKIUYUYHON  SMKK
Ha BLoOXe. BblHy)XAeHHOe NoNoXeHMe C 3anpokuAabIBaHNEM
ronoBbl. AyCKynbTaTMBHO BbICYLWIMBANOCh MYy3PUSIbHOE
[bIXaHWe Haj BCEMM NEroYHbIMU MONSMU, XPUMbl NPOBO-
[HOro xapaktepa, Y4[ 36 B MuH. [MynbCcoKCUMeTpus:
Sp0, Bo cHe 75-85% (no 65%). YCC 130-150 B MuH. Mpwu
obcnenoBaHUM OpPraHoB [bIXaHWs MO AaHHbIM Kapauope-
CMMPaATOPHOTO CKPUHWHIOBOrO MCCNefoBaHUS Obln BbisB-
NeH CMHAPOM OOCTPYKTMBHOMO amnHO3/TUMOMHO3 TAXENon
crenenn (cpepHss SpO, 81,8%, MuMHMManbHaa - 65%).
Mo pe3ynbraTy GPOHXOCKONUMU: NAPUHTOTPaxeoMansauus,
HapylleHWe CTPOEHUS XPALLEBOro Kapkaca 6pOHXManbHOro
[lepeBa, Npu BOOXe CNafeHWe HaAropTaHHWKa W Yepnano-
BMOHbIX XPALLEN, 3HAUMTENBHO NepPeKpbiBas MPOCBET, B Tpa-
Xee He BM3yaNnu3MpyrlTca XpsleBble KOMbla, MpocBeT
Ha 1/3 cnapaetcs. Mo pe3ynbTaTy KOMMNBTEPHOM TOMOrpa-
¢dum (KT) BU3yann3npoBanuCb MHOXECTBEHHbIE aTeneKkTasbl
B 060Mx nerkux, a Takke KT-npusHaku MHTEPCTULMANbHBIX
M3MEHEHUI B nerkux. Takmm obpasom, y naumeHTa 6bina
[IMarHoCTMPOBaHa BPOXAEHHAS aHOManus AbIXaTebHbIX
nyTen — NapuvHroTpaxeoMansauus, B CBA3N C YeM 3amnnaHu-
POBaHO XWMpYpruyeckoe fevyeHue B CrneLmann3MpoBaHHOM
nop-craunoHape. PebeHky 6bln npoBesLeH nonbop pecnu-
paToOpHOM noadepXku, Bkatoyas pexuMm nCPAP, ogHako
B pe3ynbrate, B CBS3M C HM3KOW ajanTauMen K NULEeBON
Macke, 6bl10 peKOMeHLOBAHO NpOBeAEHME OKCUreHaumu
BO BpEMS CHa Yepe3 HEeMOTHYK IMLEBYD MAcKy MasbliM
MOTOKOM, Ha 3TOM (OHE AOCTUTHYTHI 3HauyeHna SpO, B npe-
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nenax 90-95%, eanHuyHble 3nM304bl AecaTypauuu Kynu-
pOBaNMCb NO3ULMOHHBIMU U3MEHEHUSMMU.

YTto KacaeTcs obcnenoBaHUa ApYrMx CUCTEM, TO C LeNbo
UCKNHOYEHUS MOPOKOB Pa3BUTUS MOYEMNONOBOM CUCTEMBI
npoBeAeHa BHYTPMBEHHas yporpadgus, no pesynsrataM
KOTOpOM 6bl1 MOATBEPXKAEH PaHEE YCTAHOBMEHHbIW AMArHO3
amcnnasuy noyek. 3a BpeMs HabnogeHus Ha GoHe AOCTU-
XEHUS LeneBon MMUKEMUM MOYEBOWM CMHAPOM WU CMHADPOM
LMTONMM3a KYNMPOBAHbI.

YuntbiBas acCUMETPUYECKYKD TMNepTpodUYecKyto Kap-
OMOMMONATHIO, BbISIBIEHHYIO B BO3pacTe 3 Mec., MaUMEHTY
NpoBOAMNACL  AMHAMMyeckass  OULEHKa  aHaToMOo-
(OYHKUMOHANbHBIX MapaMeTpoB CepAeYvYHO-COCyaMCTOM
cuctembl. o panHbiM OxoKIl 3a nepuop HabnwpeHus
no 1 rogpa - 6e3 oTpuuUaTeNbHOM AMHAMMKM: B BO3pacTe
11 Mec. perucTpMpoBancs MakCMMasnbHbIA pa3Mep Mexke-
NYO,OYKOBOM Neperopoaku 6,9-7,5 MM (z-score 3,35),
HWXHWI Ba3anbHbll cerMeHT — 5,7 MM (z-score 1,76), ycko-
peHue KpOBOTOKA Ha K/lanaHe fieroyHon aptepum o 1,7 m/c;
npu KoHTpone B 1 rof — pasmep Mexkenyao4ykoBow nepe-
ropoaku — 6,7 MM, HWXKHUI 6a3anbHbIM CEFMEHT — 5 MM
(z-score 2,8). TlaUMEHT KOHCYAbTMPOBAH KapAMOAOroM,
pelleHne Bonpoca O Tepanuu B-6a0kaTtopaMu OTNOXEHO
[0 HOpManusaumu QYHKUMKU AblxaHus. B uenom, yumTbias
MO3UTUBHYIO AMHAMWKY rMnepTpoduu Muokapaa u obpar-
HOe pa3BWTUE AMHAMMUYECKOM 0BCTPYKUMM BbIXOLHOIO Tpak-
Ta NIeBOrO eNnyaoyka, U3SMeHeHUs B MUOKapae pacLeHeHbl
KaK CneacTBMe BbIPAXKEHHOrO rMNepUHCYIMHU3MA B NEPUOL,
[leKOMNeHCcaumMmn yrnesofHoro obmeHa.

B uenom, aHanu3npys pesynstaTbl NPOBEAEHHOMO fleye-
HMa, K Bo3pacty 1 roga 6bin0 AOCTUIHYTO ClepyoLlee.
[MMKeMus B Te4eHWe CyTok konebanach B npeaenax Leneso-
ro guanasoHa 4,0-8,0 MMonb/n; Ha (OHE NO3WMLMOHHOIO
KOHTPONS, MNYAbCOKCMMETPUM, WMHraNAUMiA BPOHXONUTUKOB
M Tonuuyeckmx rakokoptukocteponpos (FKC) pocturHyT
KOHTPO/b lecaTypaumm Bo BpeMs cHa, Sp0, > 94%. inHamuka
passutus: Bec 7 300 r, poct 70 cMm. [NoBbicunach ABuratenb-
Has aKTMBHOCTb. CUAMT, CTOMT B KPOBATU, aKTUBHO [BUraeTcs.
SMOLMOHanNbHbIM GOH NO3UTUBHbLINA. bonblie 6GoapcTByeT
[IHEM, He NpocbinaeTcs Houbto. KynupoBaHbl MOYEBOM CUH-
[LpOM, CMHOPOM LMTONAM3A, OTMeYeHO obpaTHOe pasBuTHe
(YHKUMOHANbHOM AMHAaMMYeCKOoN 06CTPYKLMKM NEBOTO Xeny-
[loYKa cepaua.

OBCYXXOEHUE

AHanu3npys npenctaBneHHOE KAMHUYeckoe Habnwoae-
HWe, cneflyeT OTMEeTUTb Ype3Bbl4aiHO pPaHHMIK, C Nepnoaa
HOBOPOXAEHHOCTH, AEBT MYNbTUOPraHHOM BPOXAEHHOM
naTtonormm, B KJAMHWYECKOM MNpe3eHTaumm KOTOPOM
no KpamHew Mepe ABe rpynnbl pacCTPOWCTB — MeTabonu-
Yeckne M TUMOKCUYECKME — HOCUIU XKM3HEYrpOXKatoLmi
XapaKTep M 0CTaBanMCb HEAOOLEHEHHbIMKM C 3TOM TOYKM
3pEeHUS B TEYeHMEe MNEePBbIX MECALEB >XM3HWU, HECMOTpPS
Ha perynspHocTb MeaMUMHCKOro HabntopeHus. [llapa-
[LOKCaNbHbIA xapakTep KonebaHWn TNUKeEMUU (TSXKenble
TUNOTNIMKEMMM HATOLLAK M AMabeTnyeckme runepramkemMum
NpaHAManbHO) ABASETCA AOCTATOYHO TUMUYHBLIM ONS CUH-

[LpOMa BPOXAEHHOM MHCYNMHOPE3UCTEHTHOCTU U LOMXKEH
06s3aTenbHo 06palLaTh BHUMaHWE OCBELOMIEHHOMO Bpaya
MepBMYHOro 3BeHa. lNpuynHbl MeTabonnyeckux Hapylle-
HWA NpU OaHHBIX CMHAPOMAX OCTAKTCS HEeAO0CTaTOYHO
acHbiMK. [TpeanonaraeTcs CBA3b C U3MEHEHUSMU NUraHA-
peLenTopHbIX B3aMMOLENCTBUIA B UHCYIMHOBOM peLenTo-
pe INSR B ycnoBUSX KpUTUYECKM BbICOKOTO TMMEPUHCYIN-
Hu3Mma. INSR oTHOCUTCS K rpynne TpaHcMeMOpaHHbIX TUPO-
3MHDOCHOKMHAZHBIX PELLEeNTOPOB, MMEKWNX B KayecTse
ANFaHLOB UHCYIMH U MHCYIMHOMNOAO0OHbIE haKTopbl pocTa
1,2 (MOP-1,MDOP-2). B H1310N0rMyeckmnx yCnoBmaX AMrans,
CBS3bIBaeTCa C a-uensmm sktogomeHa INSR, mpusoas
K CTPYKTYPHbIM U3MEHEHMAM B peLenTope, ayTopochopu-
NMPOBAHMIO BO BHYTPUKIIETOYHOM JOMEHE B-Lienu, aKkT1Ba-
UMM TMPO3MHKMHA3 M BHYTPUKIETOYHbIX CybCTpaToB A4
nencreus nHcynmHa (IRS-1, IRS-2,3,4), obecneunBatoLlero
TpaHCMeMOpaHHbIA TPaHCMOPT [1OKO3bl NOCPEACTBOM
TpaHcnopTHoro 6enka GLUD-4 [5]. O6e cybbenmHuubl INSR
KOAMPYHTCS OAHWM FeHOM, I0Ka/IM30BaHHbIM Ha KOPOTKOM
nneye 19-i xpoMocoMmbl. MHaKTUBUPYIOLLME MYyTaLMKM FreHa
INSR BeayT K HapyLweHuio GyHKLUKM peLenTtopa, rmMneprau-
KEMUWU WU TMNEPUHCYTMHEMUU, KTUHUYECKU MPOABASIOLLNM-
Cq caxapHbiM AauabetoM. OgHako, cCOrfacHo runortese
Y. Kuroda et al. B 2015 r, m3yuynBwux dyHkumio INSR
Yy NaUMEeHTOB C BPOXAEHHON WHCYIMHOPE3UCTEHTHOCTBIO,
nNpy OYeHb BbLICOKOM YPOBHE MHCYyAMHA P-cybbeamHuua
CnocobHa «yCKOMb3HYTbY OT peaykumnn aytodpochopunmpo-
BaHMS M CBA3ATbCS C IMFAHAOM — MHCYIMHOM, YTO MPUBO-
[MT K YaCTMYHOMY BOCCTaHOBAEHUIO DYHKLMU peLenTopa
W, YYMTbIBAS 3HAYMMO MOBbIWEHHbIA YPOBEHb WMHCYAUHA,
BEAET K pa3BuTuio Takenon runornnkemun [2]. N. Longo et
al. 8 1999 r. B kayecTBe MpMYMH KETOALMLO033 U TUNOMIun-
KemMuu npu cuHapome PabcoHa - MeHgeHxonna paccma-
TpuBanu BbICTPOE UCTOLLEHWE AENO MMMKOreHa B MeYeHu
Npv BbIPaXXEHHOW MHCYIMHOPE3NCTEHTHOCTH [5].

Bo3Bpawascb K npuMBeAEHHOMY Bbllle KAWMHUYECKOMY
HabnaeHWo naumeHtTa ¢ cuHapomom PabcoHa -
MeHgeHxonna, cnenyer OTMETUTb, YTO Y MauMeHTa MMeno
MEeCTO COYeTaHUWe C APYrUMU MYABTUCUCTEMHBIMU NOPAXKEHN-
AMU = NAPUHIOTPAaXeoManaumen, peHanbHOM AWChNa3unen,
NMOpaXKeHWEeM CepAeYHO-COCYANCTON CUCTEMbI, KOTOpble
paHee He 6blnK OMMCaHbl B HAY4YHOW MTEpaType B accouuma-
UMK C AAHHBIM CUHLPOMOM.

3AKJTIOYMEHUE

HeobxoamMo elle pas caenatb akLEHT Ha BaKHOCTU BHU-
MaTeNbHOr0 OTHOLUEHWS K CMMMATOMAM TUMOMIMKEMUM, OCO-
6eHHO c aebloToM B Nepmoae HOBOPOXAEHHOCTU, MOBTOPAIO-
LMMCS 3MM30aM, BbIPAXKEHHOCTM CHUXKEHUS YPOBHS TINKE-
MWK KpOBW. B ciyyae onpeneneHns HOpManbHOro UM NOBbI-
LEHHOrO YPOBHS MHCyNMHa M C-nentuaa Ha GOHe runoru-
KEMWU B MEPBYI0 oyepeab CieayeT AyMaTb O BPOXAEHHOM
rmnepuHcynnHuame. OaHako KAMHUYECKME CUMMTOMbI MHCY-
JIMHOPE3UCTEHTHOCTH (YEPHDBIM aKaHTO3, YBENUYEHUE MSTKUX
TKaHel no TMMny ncesaoakpoOMEranuu, rMNepTpmxo3, «Beslb-
BETOBas» KOXa, CMMaHXHOMEranus), Hapsady C rmnepriavke-
MWUYECKMMM 3NU304aMKU Ha HOHE NPUEMOB MWLM, ABAKIOTCS
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OCHOBAHWEM Ans BKOYEHUS B AudbepeHUManbHblid psg
CMHLPOMOB BPOXAEHHON MHCYMHOPE3UCTEHTHOCTH, KOTO-
pble, HECMOTPS Ha PEAKOCTb, B CJTy4ae NO3AHeN AMarHOCTUKK
BeLyT K MeTabonmnyeckoMy NopaxeHunto Mo3ra, HeobpaTnmoit
3a/lepXKKe pa3BUTUS U [axe, NPU KPUTUYECKOW TMNOrauke-
MUM, MOTYT HOCUTb XU3HEYTrPOXAIOLWMIA XapakTep. B 1o xe
BPEMS CBOEBPEMEHHAs KOPPEKTHasi AMarHocTMka v nepco-
HUDULMPOBAHHASA OTHOCMTENIbHO KaXAoro MauueHTa TakTu-

Ka 0Ka3aHMs MOMOLWM BedeT K CTabunmsaumm COCTOSIHMS
MeTabonmMaMa M npeaynpexnaer WMHBaNWAM3UpPYHOLWKe
OCNOXHEHUSA, O YEM [O/MKHbI 3HATb W MOMHUTb BPayu, OCy-
LWEeCTBNSIOWME NEPBYIO IMHUIO AUATHOCTUKKU peakux bones-
Hel, — NeamaTpbl U AeTCKMEe SHOLOKPUHOMOTU.
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