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[unornnkemMuss — camoe 4actoe MeTabosiMyeckoe pacCTPOMCTBO, BCTPeYatoLleecs B paHHEM LETCKOM BO3pacTe, KOTopoe
MOXeT ObiTb NepBbIM, @ MHOFAA U eAMHCTBEHHbIM CMMMTOMOM LENoro criekTpa 3aboneBaHuii. dTMonorua onpenenseT xa-
pakTepHble KIMHUYECKME OCOBEHHOCTU TEeYEeHWS TMMOTMKEMUMYECKOrOo CMHAPOMA. [IMarHOCTMKY 3aTpyAHSeT TOT daKT, 4To
KJMHUYECKME NPOSIBIEHUS TUNOIIMKEMUM BapuabenbHbl U Mano cneunduyHbl. OLHOM U3 OCHOBHBIX MPUYUH NEPCUCTUPYHOLLMX
TMNOrNMKEMUI Y AeTel NepBbIX IET XU3HU SBNSETCH BPOXAEHHbIA TMNEPUHCYNIUHU3M.

BpoxXaeHHbIV TMNEePUHCYINMHM3M — 3TO HacneLCTBEHHOe 3ab0eBaHNe, XxapaKkTepu3ytoLleecs HeafeKBaTHOM runepcekpeLmen
MHCYNMHA B-KNeTKaMu MOAXKENYAOUYHON xenesbl. MaHUdecTupys, Kak NpaBuio, B HEOHATasIbHOM Mepuoae, BPOXAEHHbIN
TMNEPUHCYNIMHU3M NpeacTaBnseT co60i 60NbLYO Yyrpo3y Kak B OTHOLWEHMU BbXKMBAEMOCTU MALMEHTOB NpU NO3LHeN Aua-
FHOCTMKE, TaK U B OTHOLIEHUM PUCKOB TSXKENbIX HEBPONOrMUYECKUX OC/IOXKHEHWUI NPU HEaLeKBAaTHOMW Tepanuu BO3HMKALLMX
TMNOTNNKEMUNA.

B cTaTbe npepcTaBneHo onucaHWe CEMEWHOro C/lyvyas BPOXAEHHOTrO OPraHMYecKkoro rMnepuHCYIMHM3MA, COMPSXKEHHOrO
C penKoK retepo3urotHoi MyTaumein B reHe ABCC8, paHHAS AMArHOCTMKA KOTOPOro Mo3BosiMia M3bexaTb TSXKEeNbIX 0C/I0X-
HeHuii 3aboneBaHUs M CBOEBPEMEHHO HAa3HAuYMUTb afekBaTHoe nedveHue. MMokazaHa KAMHMYECKas BapuabenbHOCTb TeYyeHus
3ab0neBaHUs y pOACTBEHHbIX MauMeHTOB, NoTpeboBaBLas NepcoHMUPOBAHHOIO NOAX0AA K AMATHOCTUKE U NIEYEHUIO.
Takum 06pa3oM, paHHee BbISIBIEHUE TUNOMMKEMUM, YTOUHEHUE €e 3TUONOMMM, B TOM YNCE C MOMOLLbI MONEKYNSIpHO-TeHe-
TUYECKOro aHanM3a, CBOeBPEMEHHAs MeIMKAMEHTO3Has Tepanua U KOHTPOJb 38 COCTOSIHUEM YINIeBOAHOro 06MeHa ABNAKOTCS
BAXXHbIMW aCMeKTamMu B NIeYeHUU M HabNIAEHUM MALMEHTOB C BPOXKAEHHBIM TMNEPUHCYIMHMU3MOM U NPOPUNAKTUKE Y HUX
TSXKENbIX HEBPONOrMYECKUX OCTOXKHEHUM.
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Hypoglycemia is the most common metabolic disorder occurring in early childhood, which can be the first, and
sometimes the only symptom of a whole range of diseases. Etiology determines the characteristic clinical features
of the course of hypoglycemic syndrome. Diagnosis is complicated by the fact that the clinical manifestations of hy-
poglycemia are variable and little specific. The main cause of persistent hypoglycemia in children of the first years
of life is congenital hyperinsulinism.

Congenital hyperinsulinism is a hereditary disease characterized by inadequate hypersecretion of insulin by beta cells
of the pancreas. Manifesting as a rule in the neonatal period, congenital hyperinsulinism is a great threat, both in
terms of survival of patients with late diagnosis, and in terms of the risks of severe neurological complications with
inadequate therapy of emerging hypoglycemia.

The article describes a family case of congenital organic hyperinsulinism associated with a rare heterozygous muta-
tion in the ABCC8 gene, the early diagnosis of which allowed avoiding severe complications of the disease and timely
prescribing adequate treatment. The clinical variability of the course of the disease in related patients was shown,
which required a personalized approach to diagnosis and treatment.

Thus, early detection of hypoglycemia, clarification of its etiology, including with the help of molecular genetic
analysis, timely drug therapy and monitoring of the state of carbohydrate metabolism, are important aspects in the
treatment and supervision of patients with congenital hyperinsulinism and the prevention of severe neurological
complications in them.
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BBELEHWUE

Bpoxnaennsniit runepuncynuausm (BI'M) — a0
HACJICICTBEHHOE 3a00JIeBaHUE, XapaKTEepHU3YIOIeecs
HeaIeKBaTHOW TUIepceKpeneld NHCYIMHa B-KIeTKaMu
no/kenynouHoit skenessl [1, 5, 8]. BI'U saBmsercs
NPUYUHON Pa3BUTUS TSDKENBIX KH3HEYTPOKAIOIINX
TUIOIIUKEMUH, MO3IHSSI AUAarHOCTHKAa M HECBOEBpE-
MEHHO€, HEeaJIeKBaTHOE JIEYCHUE KOTOPBIX MOTYT IpU-
BECTH K TKEJIBIM HEBPOJOTHYECKUM OCIIOKHEHHUSIM
U HEOOpaTUMOMY IOBPEXKICHHIO TOJIOBHOTO MO3ra
[3, 6, 8, 10, 17].

Jns BI'M xapakTepHa reTeporeHHOCTh KIMHHUYE-
CKUX TPOSBICHNHN, TUCTOIIOTHIECKUX (OPM U MOJIEKY-
JISIPHO-TEHETUYECKUX BapHAHTOB, JEKAIIMX B OCHOBE
aroro 3aboseBanus [2, 5, 13, 20].

B mnopaBnsiromeM OOJIBIIMHCTBE CJIy4aeB THIIO-
mukemMun 1ipu BI'M HocAT Tsokenbld xapakTep, 4To
MPUBOAUT K Pa3BUTHIO CYAOPOT M TOTEPE CO3HAHUS.
B HeonaranbHOM mepHoje TUMNOMIMKEMHUU TMPOSBIS-
1oTcsl cynoporamMu npumepHo B 50 % cimyuaeB. OnHa-
KO OIMCaHbl U Oonee MArkue (OPMbI, MPOTEKAOIINE
npaktudeckn o6eccumnToMHuo [5, 8, 20]. Kpome Toro,
OCHOBHBIMHM OTJIMYUTENbHBIMU ocoOeHHOcTsMu BI'U
CUHTAIOTCS: OTCYTCTBHE MOJABIEHUS CEKPELHN HHCY-
JMHA B OTBET HAa CHI)KCHHE YPOBHS IIIOKO3bI, TMIIO-
KETOTUYECKUH XapaKTep THUIONIUKeMHUH (OTCYyTCTBHUE
KETOHOBBIX T€J1 B MOYE) U BbICOKAsl CTEIECHb yTUJIU-
3al[UM [JIFOKO3bI [Oonee 8 MI/(Kr - MUH)| pH yCIOBUU
WCKJIIOUEHHS APYTUX MPUYUH PA3BUTHSI THITOTIIUKEMHUH
(TmuKoreHo3bl, Ae(eKThl B-OKHCICHUS >KUPHBIX KHC-
JIOT, aMUHOALHMONATHH, Je(PULUT KOHTPHUHCYIAPHBIX
ropMoHoB U mip.) [4, 8]. 3aboneBanue, Kak MpaBUIIO,
MaHU(pECTUPYET B NEPBbIC JHU KU3HHU, OTHAKO M3BECT-
HBI Cllyyan OoJiee MO3IHEr0 BO3SHUKHOBEHUS TUIIOIIIU-
KeMuH. B cBA3M ¢ M30BITOYHON MPOMYKITUEH MHCYIMHA
BO BHYTPHUYTPOOHOM HeEpHOAE IJI TaKUX IHalHUEHTOB
XapakTepHa MaKpOCOMUs MpHU poxaeHuu [8, 13].

Yacrora 3abosieBanusi Bapwpupyer oT 1 :30000—
50000 go 1:2500 B crpaHax, rae pacHpoCTPAHEHBI
omuskopozacTBeHHbIe Opakw [8, 10]. Uuciio HOBBIX City-
gaeB BI'M HeykIIoHHO pacTeT, U 1o maHHBIM 3a 2015—
2017 rr., mepBuyHas 3aboneBaemocth BI'U B Poccun
coctaBuna 1 : 50638 KUBBIX HOBOPOXKACHHBIX [5].

[IpakTuueckn B MOJIOBHUHE CIIy4aeB YOacTCsl ycTa-
HOBUTb T€HETHUYECKYIO OCHOBY 3a00JI€BaHMs, B HACTO-
AIee BpeMs ONFCAHO MHOXKECTBO TEHOB, BapUAHTHI
B KOTOPBIX MPHUBOAAT K Pa3BUTHIO KaK H30JIMPOBaH-
Horo BI'M (4BCCS8, KCNJ11, GLUDI, GCK, HADH,
SLC1641, UCP2, HNF4A4, HNF14, HKI, KCNQI,
CACNAID, FOXA2, EIF2S3, PGMI, PMM?2), tak
¥ K CHHIpOMaJIbHBIM (hopmam 3aboneBanms [12, 13, 15].
WnakTuBupyomye MyTalud B TeHaX aJeHO3UHTPH-
tdocharubix (ATD) 3aBUCHMBIX KaJMEBBIX KaHAJIOB
ABCCS8 u KCNJ1I cmyxar Hauboliee pacpoCcTpaHeH-

HeiMu npuunHamu BI'U u cocrasmsitor ot 40 10 45 %
Bcex ciiydaeB [5, 8].

B nacrosimee Bpemsi onucaHbl Kak ayTOCOMHO-pe-
[IECCUBHBIC, TaK U ayTOCOMHO-JIOMHHAHTHBIE MYyTaIllH
reHoB ABCCS u KCNJI1, ipu 3TOM ayTOCOMHO-/IOMH-
HaHTHBIE MyTallUX yalie BcTpedatorces B rene ABCCS.

Pa3zButne TsoKeNBIX IUGQY3HBIX TUA30KCHIPE3U-
creHTHBIX GopM BI'M 00ycrIoBIMBaOT peleCCHUBHBIC
TOMO3WUTOTHBIE W KOMITAyHJHBIE T'€TepPO3UTOTHBIE MY-
Tau¥ B JaHHBIX TreHaX. JlOMHHAHTHBIE WHAKTUBH-
pylolMe MyTaluM, Kak MPaBUiIO, NPUBOAAT K Oojee
MSTKOMY TEUEHHIO 3a00JIeBaHUS, XOPOIIO MOAAAOLIE-
MYCsI JICYEHUIO TUA30KCHIOM WJIM KOPpPEKUHEeH AMETHI
(8, 12, 14].

B Hopme mmoko3a mocTymaer B [-KIETKH 4Yepe3
cneunduueckue Tpancnoprepsl, B Tom ynciae GLUT 2,
KOTOpBIM o0ecneynBaeT ee TPAHCHIOPT MIPONOPLUOHATb-
HO KOHIIEHTpaluK B KpOBU. B anbHeilieM ¢ HoMoIbio
¢epmenta nirokoknHaszel (GCK) ona mpeBparaercs
B INIIOK030-6-(ocar. B mpouecce mmkonnsa yBemunyu-
Baercsi cooTHomenne ATD/AJID, uro mpUBOIUT K 3a-
KpbITHI0 AT®D-3aBUCUMBIX KaJUEBBIX KaHAJIOB, JICTONIS-
pu3anuu MeMOpaH [-KJICTOK TMO/DKEITYTOYHON Keje3bl
W aKTUBALUM BHYTPUMEMOPAHHBIX MOTECHIMAI3aBUCH-
MbIX Ca-kaHanoB. KanpLuii HocTynaer BHyTpb [3-KIETKH
1 3aIlyCKaeT IMPOLECC 3K30LUTO3a CEKPETOPHBIX I'PAHYI
UHCYIIHA, BbI3bIBAsl CHIKEHUE YPOBHS INIFOKO3bl KPOBH.
B orBeT Ha cHIKeHNE YPOBHS IIIOKO3bI B KPOBHU ITPOHC-
XOUT 3aMeJICHUE €€ BHYTPHKIIETOUHOTO MeTabonn3ma,
ymeHbinieHre cootHomeHus: ATD/AJID, uto npuBoauT
K OTKpbITHIO AT®M-3aBUCUMBIX KaJUEBBIX KaHAJIOB, 3a-
KPBITHIO KaJIbIIUEBBIX, U KaK CJEJCTBUE, TPEKPAIICHHIO
cekpeunu uHCynuHa [4, 7, 12, 14].

AT®-3aBUCHMBIC  KallMEBble KaHaIbl P-KJIETOK
UMEIOT OKTaMEpHYIO0 CTPYKTypy. KX BHyTpeHHuE
OTAENBl TPEICTABICHbI YETHIPbMs CyObEeAMHUIIAMHU
oenka Kir6.2 (xomupyercs reHom KCNJII), a Ha-
pYyXHble — 4eTBIpbMsl cyObenuuuuamu Oenka SURI
(xomupyetcst renom ABCCS) [5, 13, 20]. OHu oTBeva-
10T 3a BOcIpuATHe W3MeHeHnid B ypoBHe ATD/AJID
BHYTPH KJIETKH, Ie€peJady CUTHajla U CIOCOOHBI H3-
MEHSITh CTENEeHb MOJSPH3aIUU MEMOpaHbl P-KIETKH.
AJnexkBaTHasE peaklus KaHaJIOB Ha W3MEHEHHsI COOT-
HoueHus: ATO/A/ID B kieTke BO3MOXKHA TOJIBKO IPU
MPaBIILHOM (D)YHKIIMOHHUPOBAHUN 00EMX CYOBEIMHHUII,
YTO ONPENEIeTCS UX HOPMAIbHOU CTPYKTYpOU U DKC-
npeccuell Ha MeMOpaHe KieTku. Y manueHtoB ¢ BI'U
B-KJIeTKM TOCTOSIHHO JIETOJISIPU30BaHbl H3-32 aHOMAaJIb-
HO MOJYJIMPOBAaHHBIX MJIHM HEaJeKBaTHO PabOTarOLINX
KaHaJIOB, YTO IPUBOAUT K MPAKTUYECKH HOCTOSHHOMY
OTKPBITHIO TOTEHITMAI3aBUCUMBIX KaJIbIIMEBBIX KaHa-
JIOB, U KaK CIIEJCTBHE K HEPEeryaupyeMoMy 3K30LH-
TO3y MHCYJIMHA, YTO OOYCIIOBIMBAaET BO3HHMKHOBEHHE
nepcucTupyrouieil runornukemuu [5, 13].
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Onna n3 cambIX yacTeix npuunH BI'MT — m3mene-
HUE HYKJICOTUOHOM mnocnenoBareiabHOCTH reHa ATO-
3aBUCHMBIX KaJMEBBIX KaHAJOB, YTO MPUBOIUT K H3Me-
Henuio akTuBHOCTH SURI1 cyOBenMHUIIBI KaHAa, U Kak
CIIEJICTBUE, K THIICPIPOAYKIIMY UHCYJIMHA [3-KJISTKOW BHE
3aBHCUMOCTU OT YPOBHS DNMIOKO3bl B kpoBu [10, 13].
Caenyer ormetuts, uto SURI1 perynupyer akTUBHOCTb
Kir6.2 m obecneunBaeT 4YyBCTBUTEIHHOCTH KaJTHMEBBIX
KaHaJIOB K UX (apMaKOJIOTHYeCKUM UHIMOUTOpaM (CyJb-
(oHMIIMOUEBUHA) U akTHBaropam (auazokcun) [7, 17].

Ha ocHOBaHWH THCTONOTUYECKOW KapTHHBI pa3iu-
qatoT (hokanbHyto, AU(hY3HYI0 U aTHIMTHYHYIO (DOPMEI
(coueranue npuzHakoB (okanbHON U TUddy3HONI Popm)
[8, 13, 15, 17, 19, 22]. lna ¢okanbHOM (HOPMBI CBOW-
CTBEHHO HAJIMYME MEJIKUX OYaroB, COCTOSIIIUX W3 SHIO-
KPHHHBIX KJIETOK C OOJBIINMH SIIPAMH, B HECKOJIBKO pa3
MIPEBBIMIAIOIIMMH TI0 pa3MepaM HOpMaJbHbIEe alfMHapHEIC
simpa. DopMHUpOBaHUE oOuara TUIEPIUIA3UH B JTaHHOM
citydae OOYCJIOBJIIGHHO T€TEPO3MIOTHON MyTalluei B Te-
Hax ABCCS8 wnu KCNJ1I, nacneayemMoi Mo OTLIOBCKOM
JIMHUH, W TIOTepel MaTepUHCKOTO aJuIelisi ¢ U30COMHEH
M0 OTIIOBCKOMY TIPU3HAKy B TOM JK€ JIOKYCe (B permoHe
nmopuHTraTa Ha 11pl5) [5, 8, 11, 17, 19]. Doxkans-
HYI0 (0YaroByr0) OTJIMYACT, KaK TPABUIIO, TUA30KCH I-HE-
YyBCTBUTEIILHOE TEUYeHHE M Hambojee MepCleKTUBHBIM
SIBJISIETCA yrasieHne (hoKyca B TOPKENYJIOYHOH JKejese,
YTO MOXKET TPUBECTH K TIONHOMY H3JICUECHHIO TaKHX
naupenros [11, 18]. Huddysnas dopma rereporeHHa
[0 TEHETUYECKOMY MPU3HAKY M MEXaHHU3MY HAacJeq0Ba-
HUsl. Berpeuarorcsi Kak pelMCCHUBHBIC BapuUaHTBI B Te-
HaX AT®d-3aBUCHMBIX KaJIMEBBIX KaHAJIOB (hapMakope-
sucreHTHoro BI'U, Tak W JOMHUHAHTHbBIE, KaK MPaBUIIO
YyBCTBHUTENBHBIC K Auazokcuny [8, 17-19].

KNWHNYECKOE HABJNTIOAEHUE

[TamenTtka, 8 yet, HaOMIOMACTCS ASTCKUM DHIOKPH-
HosioroMm B kinuHHUKe CaHkT-lIleTepOyprckoro rocymap-
CTBCHHOT'O MEAUATPUICCKOTO MEAUIIMHCKOTO YHHUBEPCH-
teta (CIIGI'TIMY) ¢ nepBoro rona »xu3Hu. U3 aHamHe3a
M3BECTHO, YTO JIeBOYKa OT 6-f OepeMeHHOCTH, IIpo-

Puc. 1. Pe3ynbraTbl NO3UTPOHHO-IMUCCUOHHOI U KOMMBIOTEPHO
Tomorpaduu ¢ paguodapmnpenapatom 18F=NO0MNA

Fig. 1. PET CT results with 18F-DOPA

TekaBlIeH Ha (oHE maTomornyeckodl NpuOaBKH Beca
n orexoB. IlpemmectByromye OepeMEHHOCTH 3aKOH-
YUJIMCh CaMOIIPOM3BOJILHBIM NIPEPHIBAHMEM Ha PaHHUX
cpokax. Pompl mytem kecapeBa ceuenusi Ha 40-i He-
Jenie recTauuy (SroAMYHOe TpeUieKaHue, KPYIMHBINA
mwion). Bec pebenka mpu poxaeHuu 4660 1, umHA
55 cm, omenka mo Amrap 8/9 6ammoB. C mepBBIX CYTOK
KM3HU OTMEYAIOCh YXYIIIEHHE COCTOSHUS: CHI)KEHHE
cocaresibHOro peduiekca, IBHUTraTeIbHOW AKTHBHOCTH,
BSUIOCTb, THUIOTEPMUS], TOHHUKO-KIIOHHYECKHE CYyI0pO-
rd, anHod. [lo maHHBIM 1a0OPaTOPHOTO HCCIIEIOBAHUS
HEOIHOKPAaTHO ObUIA 3aperMCTPUPOBAaHA TUIIOITIMKEMHUS
(caxap kpoBu 2,0-1,2-3,7-1,8-4,7-2,2 mmob/i1), TO-
TpeboBaBiIasi BHyTpuBeHHOro BBeaeHus 10-20 % pac-
TBOpa IJIIOKO3bI M DIIOKOKOPTUKOMAOB. Ilpm mombITke
CHM3UTH HArpy3Ky DJIIOKO30H CHMIITOMBI THITOIIMKEMUHN
IIOBTOPSUINCh.

Ha 5-e cyTku u3HM Oblia repeBesieHa B OT/AEICHUE
MaTOJOTHH HOBOPOXKACHHBIX IEPUHATAILHOTO LEHTpPA
CIIOI'TIMY. Ilo pesymsraraMm KIMHHKO-IA00paTOPHOTO
00cCTIeIOBaHUs 3apEeTUCTPUPOBAHbI BBICOKHE ITOKa3aTe-
mu ypoBHs wmHCynmmHaA (25,9 MxExn/min) m C-mentuma
(8,08 Hr/MII), KETOHBI ¥ aMHaK B MOYE€ M KpPOBH He 00-
Hapy)keHbl. bblla Hauata Teparusi aHaJoroM COMaToCTa-
TUHA [OKTPEOTH]l, MAaKCUMaJIbHAs J103a 25 MKT/(KT - cyT)],
Ha (poHE KOTOpOI HE yJaBajoCh TOCTUYb CTOWKOW HOp-
MomukeMud. [Ipy CHWKeHUM anmneTuTa Wid yBelIude-
HUM Tay3bl MEXKAY KOPMIICHHSIMH Ooiee 4eM Ha 2 4
SMM30/Ibl TUIONIUKEMHUH TTOBTOPSIINCE.

[lpunumas Bo BHHUMaHUE YIOPHBIA XapakTep Mep-
CUCTUPYIOIIUX THIIONIMKEMUH, BBICOKYIO NOTPEOHOCTb
B IIIOKO3¢ [Oomnee 8 Mr/(Kr - ¢yT)], MOBBIICHHBIA YPOBCHb
uHCYMHa 1 C-TIenTr/Ia B KPOBH, JIEBOYKE OBLITO BBIIIOIHE-
HO MOJIEKYJIIPHO-TEHETHYeCKoe nccienaoBanne — NGS-
CEKBEHUPOBaHUE IIOJHOW KOIMPYIOLIEH MOCIe0Ba-
tenmeHOCTH TeHa ABCCS (OMIM*600509). BrrsneH
natoreHHbId BapuaHt ABCCS8c.4432G>A(p.Glul478A4rg)
B Terepo3urotHoM cocrossaun. Ananu3 JHK pomu-
TeJIell MAlMEeHTKH MOKasaj, 4TO BapHaHT HMEET Ma-
TEpUHCKOE HpoucxoxiaeHue. s yTouHeHus (Gpopmbl
3a00/1€BaHMsI BBIIOJIHEHA I103UTPOHHO-3MUCCHOHHAS
ToMOrpadusi, COBMEIICHHAs C PEHTTCHOBCKOW KOM-
netoTepHoii Tomorpadueit (II9T-KT) ¢ paanodapm-
npenaparom 18F*-JIOIIA, xapTuHa COOTBETCTBOBAJA
muddysnoit popme 3abomeBanus (puc. 1).

[TarmenTke OBUIO HAa3HAYEHO JICYCHHWE AaroOHHCTA-
MU AT®-3aBUCHMBIX KaJIMEBBIX KaHAJIOB [IHa30KCH]I,
MakcuMalibHas 1o3a 15 Mkr/(kr - cyT)]|. B Teuenue He-
Jeny Obula TOCTUTHYTA CTOWKAsh HOPMOIIMKEMHMS.

B HacTosiiee Bpemsl [1€BOYKA XOPOLIO KOMIICH-
cHpoBaHa Ha (OHE JMETHl U TEPANHU JTUA30KCHIIOM.
Pacrer u pa3BuBaeTCs B COOTBETCTBHU C BO3PACTOM,
nocemaer o0meoopazoBaTenbHyt0 1Koy. [IpucTynst
TUIIOITIMKEMUHU penkue, 1—2 pasza B ron, BO3HHKAIOT
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Fig. 2. Daily sensory monitoring of glycemia in a patient with congenital

hyperinsulinism

Ha ()OHE WMHTEPKYPECHTHBIX 3a00JICBaHUH U CBSI3aHBI
CO CHIDKEHHeM anmetuta (puc. 2).

Ypoenr wmHcynmHa oT 2,0 mo 18,4 MxEn/mm,
C-nentuga or 1,3 go 6,5 ur/miu, HeAlc 4,6-5,0 %.
[lo nmaHHBIM 3IIEKTpOIHIEhATOrPAMMBI: BO3PACTHOM
pUT™M 1eQOpMHPOBaH, OYaroBble W3MEHEHWSI M OIIH-
nentuopMHas aKTHBHOCTh HE BBISBIEHBI, (OTOIA-
pOKCHU3MasbHbIA OTBET. [IpM MarHUTHO-pPE30HAHCHOM
WCCJICZIOBAHUM TOJIOBHOTO MO3Ta U rUrnogusa maroso-
TUYECKUX M3MCHCHUN HE BBISBIICHO.

[IpoBeneHo MeAMKO-TeHEeTUYECKOe KOHCYIBTHPOBA-
HUE CeMbH MpOoOaHIa W MOJEKYIAPHO-TEHETHUECKOEe
WCCIIEZIOBAaHUE y POJACTBEHHUKOB.

Hacneacreennsiii anamues (puc. 3): y marepu (I11.1)
u y 06a0ymku no marepuHckod jwHuu (I.1) ormeua-
Jach IUI0Xas MEPEHOCUMOCTh (DM3MUYECKUX HArpy30K
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Puc. 3. PopocnoBHas NauMeHTKu C BPOX-
AEHHbIM TUNEePUHCYIMHU3MOM

Fig. 3. The genealogy of the patient with
congenital hyperinsulinism

W TOJIOJHBIX May3 B JAETCKOM Bo3pacTe. B Hacrosiiiee
BpEeMsl MaTh IUIOXO MEPEHOCUT JUTUTENIbHBIC TOJOIHBIC
npoMexyTku. Ilo pe3yapraraM CyTOYHOTO MOHHUTOPH-
PpOBaHUSA TTIHOKO3bl KPOBU BBIABJIICHBI 3IIU30/1bI JIETKOM
TUTIOTJIMKEMUU, B TOM YKCJIE B HOUHOE Bpems (puc. 4).

VY orna HapymeHud YIieBOJHOro oOMeHa He BBI-
SIBJICHO, KJIMHWYECKHX HPOSBICHUN T'MIONINKEMHH
HE OTMEUEHO.

Bbpary naumentku (II1.2) B panHem Bo3pacTte mnpose-
JICHO CEHCOpPHOE MOHHTOPUPOBAaHHE IIUKEMUH (pHC. 5),
3apEruCTPUPOBaHbl HU3KUE YPOBHU IVIFOKO3bI KPOBH.

B HacTosiiee Bpemsi 3MU30[00B THIIOIIMKEMUHU
He 3aukcupoBaHO. MOJEKYISIPHO-TEHETHYECKOE HC-
CJICAO0BAHUC BBIABUIIO Y HEIO MaTOreHHbIN BapuaHT
p.Gly14784rg B rene ABCC8 B TeTepO3UTrOTHOM CO-
CTOSIHUH.
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Fig. 4. Daily sensory monitoring of glycemia in the mother of a patient with congenital hyperinsulinism
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Fig. 5. Daily sensory monitoring of glycemia in the brother of a patient with congenital hyperinsulinism

@ [Negmatp. 2023.T. 14. Boin. 2 / Pediatrician (St. Petersburg). 2023;14(2)
(p/We 1104 Yr 12.04

elSSN 2587-6252
Mr13.04 €6 1404 Bc1504 [u 16.04



132

KNTMHUYECKMI CTYYAN / CLINICAL OBSERVATION

OBCYXAOEHUE U 3AKNIOYEHUE

W3MeHeHNsT HYKJICOTHIHOW IIOCIE0BATEIEHOCTH
B reHe ABCCS8 MoryT NPUBOIUTE K HapymieHHto (op-
MHUpPOBaHUs KaHajla Ha MeMOpaHe KJIEeTKH Ju0o K 00-
Pa30BaHUI0 HEAKTUBHBIX KaHaioB [8, 21]. OmucaHbl
KaK ayTOCOMHO-IOMHMHAHTHBIC, TaK M ayTOCOMHO-Pe-
[IECCUBHBIC BapUaHTHl HACJIEIOBaHWS 3a00JIeBaHUS.
I'omo3urotrHsie W KOMIAyHI-TETEPO3UTOTHBIE MYyTa-
MU TPUBOJAT K Hambosee TSHKEIOMY JMa30KCHI-He-
qyBCTBHTEJILHOMY TeueHHI0 3aboneBanus [21]. Onna-
KO B IIUTEpaType CYIIECTBYET psj ONMUCaHWiA Oojee
JEeTKUX (GopM ¢ YacCTHIHOH 3(P(HEKTHBHOCTHIO JIcUue-
Hus auazokcuaoMm [9]. bonee MArkoe TedeHHWe Takke
OTMEYaeTcsl MPH TETCPO3UTOTHBIX BapHaHTAaX B TEHE
ABCCS ¢ ayTOCOMHO-IOMMHAHTHBIM THUIIOM Hacieno-
BaHUS.

Y mammentku (II1.1), ee Opara (II1.2), marepu
(I.1) n 6abymku mo marepuHckoi ymuuHuu (I.1) BbI-
SIBJIEH TIaTOTeHHBIN BapuaHT B reHe ABCC8c.4432G>A
(p-Glul478Arg) B rerepozurorHom cocrtosiHud. [lpu-
HUMas BO BHUMaHHE HAJIWYNE KIMHUYECKHUX TPOSBIIe-
mnii B’ y Bcex wieHOB ceMbu (TI0 JTUHUU MaTepH)
B HECKOJIBKHX MOKOJIEHUSX, XOPOIIYI0 KOMIEHCAIIUIO
3a0oneBaHus Ha OHE JICUCHHs TUA30KCHUAOM HIIH TPU
coomonennu aueThl, nanaeie [IDT-KT ¢ 18F*-JOIIA,
CBUIETENbCTRYIOMMUE 0 muddy3Hoit hopme, BEpOSTHO
MBI ME€eM clly4dail ayToCOMHO-JIOMHHAHTHOTO Hacle-
JoBaHus BapuaHTa B reHe ABCCS. AHaIOTHYHBIN CiTy-
yaii onucaH y nauueHta u3 Kurasi, pebeHOK momydan
JUETOTEPANI0 KYKYPY3HBIM KpaxMalloM W HE HYX-
Jajcs B Ha3HAUYEHUHM MEAMKAMEHTO3HON KOPPEKIINU
runornmukemMun [24]. IlomobHast MyTaius B TeTepo3H-
TOTHOM COCTOSIHMM OomnucaHa y npoOanaa u3z Hopseruu
¢ MarkuM eroturiom 3aboneBanus [15]. Y nmarueHTos
13 OuHIgHIUN OB ONMKCaHBI BAPUAHTHI C ayTOCOM-
HO-JOMUHAHTHBIM THIIOM HACJIEJOBAaHUS W XOPOIINM
s¢dexToM 0T JeueHus auazokcuaom [16]. V manues-
ta n3 CIIA Ttak ke oTMeyalcsi AOCTaTOYHO JICTKHH
(enorun, 3aboneBaHre MaHU(PECTUPOBAIO B BO3pACTE
3 nmer u HOpMOTIUKeMHs Oblla JOCTUTHYTa Ha (hoHe
JIeYeHHsT TuazokcuaoM [23].

B HameMm ciiydae manmeHTKa XOpPOIIO KOMIIEHCH-
poBaHa Ha (oHE Teparmuu TUa30KCHIOM, a ee Opar
Ha (oOHE COOJIONEHUS IUEeTHl TPU aJeKBaTHOM KOH-
Tpojie ypoBHS TiHKeMUH. CBOEBPEMEHHO IOMOOpaTh
aJIeKBaTHYIO TEpamnuio U M30eKaTh TKENbIX HEeBPO-
JIOTHYECKUX OCIIOKHEHUH yhanoch Onarofapsi paHHen
JIUAarHOCTHKE U MOJHON BepU(PHKALUK JUArHO3a C UC-
MOJTb30BAaHUEM MOJIEKYIIIPHO-TEHETHUECKOTO MUCCIIEIO0-
BaHUS.

OnuceIBaeMbIid KIMHUYSCKUNA CTy4yail mpu HaOIIo0-
JTaeMOM BBICOKOH pacnpoCTpaHEeHHOCTH TUIIOTIIMKEMHUH
B HEOHATAJHHOM TMEPUOJIE, CIIOKHOCTH OKOHYATEIIEHOM
Bepu(HKAMKM AWAarHOo3a Ha paHHEM dTarre 3abojeBa-

HUS MOKET MPECACTABIATH OoIbIION HUHTCPEC IJId OCT-
CKHX Bpa‘leﬁ-SHHOKpHHOHOFOB, HCOHATOJIOIOB, IICINAT-
POB U I'CHCTHUKOB.

BbiBOA4bl

Pannee BbIsBICHHE TUIMOIMMKEMHUH, YTOUHCHUE €€
STHOJIOTHH, B TOM YHCIIE C TIOMOIIBI0 MOJIEKYIIAPHO-Te-
HETUYECKOTO aHaJIM3a, U, KaK CIEACTBUE, CBOCBPEMEH-
HOE€ Ha3HAueHHWE aJIeKBaTHOM MEeAMKaMEHTO3HOH Tepa-
MUA U KOHTPOJS 32 COCTOSHUEM YIJICBOJHOTO OOMEHa
SIBJISTFOTCST BAXKHBIMU COCTABIISIONIUMU JICUCHHS M Ha-
omonenus nmanueHToB ¢ BI'M, a Taxke mpoduiIakTUKH
Yy HUX TSDKETBIX HEBPOJOTHYCCKUX OCIOKHEHUM.

OOMONMHNTENbHAA NHOOPMALUMUS

Bkuan aropoB. Bce aBTropbl BHEC/IH CYLIECTBEHHBIN
BKJaJ B Pa3pabOTKy KOHIICIIMH, IPOBEIECHHE HCCIIENO0Ba-
HUS ¥ TIOATOTOBKY CTaThU, IPOWIN U 0J00pHiId (GUHAIBHYIO
BEPCHIO TIepe]] MyOnuKammei.

Kondguukr uHTEpecoB. ABTOpPHI JEKIAPUPYIOT OTCYT-
CTBHE SIBHBIX W TOTCHIMAIBHBIX KOH(JIMKTOB HHTEPECOB,
CBSI3aHHBIX C IMyOJUKAIIMEH HACTOAIICH CTaThH.

Hcrounuk ¢uHAHCHpOBaHMS. ABTOPHI  3asBJISIOT
00 OTCYTCTBMHM BHEIIHETO (PMHAHCHPOBAHMUS IPH IIPOBEJIE-
HUU HCCIIEOBaHMUS.

HNudopmupoBaHHOe corjacue Ha MyOJHKALIHIO. AB-
TOPBI TOJTYYHUIN MUCHBMEHHOE COTIacHe 3aKOHHBIX IMPEcTa-
BUTEJIEH NallMeHTa Ha MyOIMKaIlMi0 MEIUIIMHCKUX JaHHBIX
n Qororpaduii.
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