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Peszome

Bcemyn. Bpooowenuii einepincyninism (BI'I) — cnaokose 3ax60pro8anus, wo Xapaxkmepusyemscs HeadeK8amHoo
einepcekpeyicio iHcyniny bema-kiimunamu niOWIYHKO80T 3a103U | nPU3800UNMb 00 po36umKy 2inoziikemii. Yacmoma
posnoecroodcenns BI'T 6 €sponeticokux kpainax cknaoae 6 cepednvomy 1:30000 — 1:50000 scusux HO80OHAPOOHCEHUX.
Heszsaocaouu na neznauny posnogciooicenicmo, BI'l € 00nicio 3 ocno8nux npuyun nepcucmyiouux einozaikemii y Oi-
meii neput020 poKy JICUMmA.

Mema pooomu — na 61acHomy KAIHINHOMY 00CBIOI cnocmepedicents ma AiKy8anHs Oumunu 3 epooacenum I'l npo-
0eMOHCMPY8AMU CYUACHUL CMAaH 0AHOT NpodIemMu 8 yMOBAX 0OMedceH020 00c8idy pobomu 3 NOOIOHUMU PIOKICHUMU
namonoziamu y oimeil.

Mamepian ma memodu 00cnioxcenHsA. B ocHo8y 00cniodceHHs NOKIAOEHO AHANI3 0OCMeNCeHHs ma NiKYBAHHS
oumunu 3 diaenoszom BI'l. Komnaexc diaenocmuuHux 3ax00i8 8KA0OUAS: KIIHIKO-T1AO0pAmopHi 00CIIONCCHHS, YIbMPA3-
BYKOBI 00CHIONCEHHS, MACHIMHO-PE30HAHCHY MOMO2PAPito, MOLEKYIAPHO-2eHEMUYHI Q0CII0NCEHH.

Pesynomamu 0ocnioxncennsn. Bpaxosyouu nasgnicme nioguuyeno2o pishs iHCcyiiny y Kpogi (pigensv iHCYIIHY 8 KpO8i
>2,0 MmxMO/mn) Ha muai cinoenikemii (enoxoza 6 kpogi < 3,0 MMOIb/1) Yy OUMUHU GUCMABLEHUL QIACHO3 8POOINCEHU
I'l. Bynu suknioueni: nedocmamuicmes KOpU HAOHUPKOBUX 3A103, 3AX60PIOBAHHIA WUMOBUOHOI 3A103U, NAH2INONIMYi-
mapusm, cnaoxkosi xeopobu oominy peuosun. Koncepsamuene nikyeanusa 2nioxosorn y oumunu 3 BI'l ne noxazano oa-
JIcanux pezyavmamis. Y skocmi 000amro6020 06cmediceHts npoeedeno MOLeKYAAPHO-2enemuyte 00CaAi0NCenHs 2enig i
susignerna eemeposicomua mymayia eena ABCCS8, wo ceiouums npo ¢oxanrvuy gpopmy BI'l. €ounum diesum memooom
MIKY8AHHS a0l namono2ii € uacmrkoea pesexyis NiOWIYHKO80! 3a103uU 3 UOALEHHAM RAMON02IUH020 10Ky CY. Jumuna
npooneposara 6 Jlamcokiil Oumayii KiiHiyl, nposedena eHyKieayis 602HUWA YPANCEHHS 8 NIOWAYHKOGIU 341031, GU-
A61eH020 Memodom noziyiuno-emicitinoi (IET) ma xomn tomepuoi (KT) momoepaii.

Bucnosku. 1. V pa3si eusasnenns y oumurnu 2inoziikemii Heo0XioHa c80€YacHa 0iAZHOCMUKA 3AXB0PIOBAHHS, WO
00380J5€ 3HUUMU PUSUKU POZGUMKY HEBPOL0TUHUX YCKIAOHeHb 8poddicenoeo I'l. 2. Koncepsamusne nixysanns ¢o-
xkanonoi popmu BI'T y dimeii ne 0ac gazomux pe3yiomamis w000 nonepeodlcents 2inoKCUUH020 YpaxiceHus 201081020

mo3ky. 3. [lamoeenemuyunum memodom aikyeanns goxaivnoi popmu BI'l € uacmrkosa nankpeamexkmomisi.

Knwuosi cnoea: spooocenuii 2inepincyrinizm; 2inoenicemis; oimu.

Bectyn

Bpomxennit rinepincyninizm (BI'T) — me cmanko-
BE 3aXBOPIOBaHHS, 10 XapaKTePHU3YEThCS HEaIeK-
BAaTHOIO TilepceKpelieo iHcyliHy OeTa-KJIiTHHAMH
MiIUTYHKOBOT 321031 1 IPU3BOAMUTH O PO3BUTKY Ti-
mormikemii [1,3]. BI'l € pigkicHUM 3aXBOpPIOBaHHSM.
Yactora BI'l B €Bpomelichkux KpaiHax CKjamae B
cepeagubomy 1:30000 — 1:50000 >xmBUX HOBOHApO-
JoKeHUX. He nuBnsunch Ha HE3HAYHY PO3IMOBCIOJKE-
HicTh, BI'l € O1HUM 3 OCHOBHHMX NPHUUYUH NEPCHUCTY-
I0YMX TiNOTJIIKeMiH y JAiTEH Mepumoro pokKy XHUTTS.
Haituactime mpuuynnoro BI'T € matorenHi myTtamii.
VY TtemepimHiii wac B miTepaTypi ommcano 14 reHis,
MyTalii SKUX MOXYTb MPU3BOIUTHU 10 po3BUTKY BI'T.
KpiMm 1poro, iCHyIOTh CHHApPOMAabHI NATONOTii, Y
CHMIITOMOKOMIIJIEKC SIKUX MOXE BXOJIUTH TiNepiHCy-
aiHeMivHI rinmornikemii. Okpemy rpymy CKJIaJIaioTh
TPaH3UTOPHI TimepiHCyTiHeMiuHI rimormikemii HO-
BOHAPOJKEHUX, 110 PO3BUBAIOTHCA AK YCKIaZHEHHS
MepUHATAIBHOTO Tepioay abo SK HACHITOK 3aTPHUM-
KM BHYTPIIIHBOYTPOOHOTO po3BUTKY. HasBHiCTH Tiel
4Y 1HIIOT TeHeTUYHOI MyTanii BU3HAYa€ YHIKaJbHUH
nusx pos3sutky BIT [5,7].

BI'l € reTepOr¢éHHUM 3aXBOPIOBAHHAM 3 IOTIAAY
KJIIHIYHOTO mepebiry Ta pizHOMaHITHOCTI MopdoIo-
rigaux ¢opm [8,10]. Ax npasuno, BI'T manidecrye B
mepiri 1HI 260 THXXKHI KUTTA 1 MIPOSBIAAETHCS BaXKKH-
MH TEPCHCTYIOYHUMH TIMOTIIKeMisIMH, I YCYHEHHS
SKHUX TMOTPIOHO BHYTPIIIHbOBEHHA 1H(Y3is IIIOKO3U
y BKpail Bucokux Jnosax. OnHak, 3ycTpidaroThes i
Oinpm Jierki GopMu 3 Ae0I0TOM 0 TPUPIYHOTO BIKY
Ta HeBaXXKUM nepebirom. Sk mpasuno, npu BI'T rimo-
TIIiKeMii CIoCTepiraloThCs HATINE, X04a MPH ACIKHUX
(hopmax rimepcekpenis iHCYIiHy MOXe OyTH i1HIyKO-
BaHa ixkerw. HoBonapomxeni 3 BI'l yacto Hapomxy-
I0THCSl BEJIMKMMH JUIsl CBOTO T'eCTalliiHOI0 BIiKy Ta
IpH BiJICYTHOCTI aJekBaTHOI Tepamnii HabuparoTh 0a-
rato Baru [6,11].

CBo€yacHa MiaTHOCTHKA 3aXBOPIOBAHHS J103BOJISE
3HU3UTH PU3UK PO3BUTKY HEBPOJIOTIYHHUX YCKIal-
HeHb BpomkeHoro I'l. OCHOBHUM KpHUTEpieEM mmocTa-
HOBKHM jaiarHo3y BI'l e HasBHICTh MiIBUIIECHOTO PiB-
Hs iHCyNiHy (iHCYNiH y KpoBi Oinmbiie 2,0 MkMO/mi),
rimorsmikeMii (Tioko3a KpoBi MeHme 3,0 MMOIB/1).
KeronoBi Tima  kpoBi (3-rimpokcuOyTHpaT) MEHIIE
1,0 mmons/n Ta BiacyTHi y cedi [4,9]. YUacTumu Tpya-
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HOIaMM y TMOCTAHOBII JiarHo3y € HecnenudivyHicTh
KIIHIYHOI KapTHHH TIiNOTNiKeMii, IepBUHHE BCTaHOB-
JIEHHS J1arHO3y eminerncii Ha Tii cymzoMm 0e3 KOHTPOIIo
rIikeMii, a TakoX HEOOXIAHICTh OI[IHKK PIBHS 1HCYIIHY
BHUKJIFOUHO Ha TJi Trinmoriikemii Ta 0e3 ypaxyBaHHs pe-
(depeHTHUX 3Ha4YeHb Jlaboparopii. OcHOBHE 3aBIaHHS
nikyBauHs BI'l monsirae y jocsrHenHi cTiiikoi eyriike-
Mii Ha TJIi HOPMaJIBHOTO PEKUMY Xap4dyBaHHS [2].

MeTta po60oTu — Ha BacHOMY KJIiHIYHOMY JOCBi-
JIl CIOCTEPEKEHHS Ta JIKyBaHHS JUTHHH 3 BPOIXKEHUM
rinepiHcyIiHI3MOM NPOJEMOHCTPYBATH Cy4acHHUH CTaH
naHoi mpoOiieMu B yMOBax 0OMEKEHOTo J10CBiy podo-
TH 3 TOAIOHUMH PiIKICHIMH MATOJNOTiIMA Y TiTCH.

MaTtepian Ta MmeToaun focniaXeHHA

B ocHOBY jqociipkeHHs MOKJIaAeHo aHani3z obcre-
JKEHHs Ta JIIKyBaHHS AUTHHU 3 aiarHo3oMm BI'l Ha 6as3i
nejiarpuyHoro Bigminenus KoMmyHanbHOro HEKOMeEp-
niffHoro minmpuemcTBa «Onmecbka oOJacHa OUTSIYA
KriHigHA mikapHsS» (M. Omeca, YkpaiHa).

KoMmieke iarHOCTUYHUX 3aXO0/IB BKIKOYAB:

1. Kuiniko-naboparopui nocuimxkeHHs (mobose
MOHITOPYBaHHS PiBHS TIIIOKO3HM KPOBI HATIIE Ta KOX-
Hi 2-3 ToAMHY, BU3HAUYCHHS PiBHSA IHCYNiHY Ha (OHI
rimormikemii, ernekTponitie, C-menTumy, comaro-
TPOITHOTO TOPMOHY, 3aTaTbHUI aHANI3 KPOBIi, 3aTaIb-
HUM aHai3 cedi, KETOHOBI Tijia ceui).

2. YapTpa3ByKOBI JOCHIKCHHS (HEHPOCOHOTrpa-
¢is, enexkrpokapuaiorpadis, exokapaiorpadis, exoeH-
nedanorpagis, yarpTpa3ByKoBe J0CIIKCHHS OpPTaHiB
YepeBHOI MOPOKHUHN).

3. MaruiTHO-pe30HaHCHa ToMorpadis CTPYKTyp
rOJIOBHOTO MO3KY.

4. MoJIeKyIApHO-TCHETUYHE A0 CIIIKCHHS.

KniHiyHuM® Bunagok

Huruna I1. sapoxmmace Bix III BariTHOCTI, II TMO-
noriB. | BariTHicTh 3aKiHYUIACH (Hi310TOTIIHUMHE TIO-
JoraMu, Apyra - mo3amMaTKoBa BariTHicTb. Ha 5-my
MicsIli TemepimHbpOI BariTHOCTI JXKiHKa MepexBopina
Ha COVID-19 y nerkiii ¢opmi, moxoru BinOynaucs
B TepMiH 37 THXKHIB BariTHOCTI 0€3 0COOJIMBOCTEH.
Xnomuuk HapoauBes 3 Macor 3000 r. Ominka 3a mka-
noto Amrap 8/9 6aniB. Ha apyry no0y XuTTS piBeHB
[IIIOKO3M CKJjaxaB 1,7 MKMOJB/J, 1m0 Oyno po3iiHe-
HO siIK O03HaKa mepiony anantanii. Ctan nutuHu OyB
cTablIbHUM, TOMY XJOITYMKA OyJO BUIIMCAHO 3 IIO-
J0ToBOTrO OYyAMHKY Ha 3 100y xkutts. [lepmi kiriHiuHI
O03HAKHW 3aXBOPIOBAHHA 3 ABUIHCS Yy Bili 3 MicAmiBs,
Kou Oyia BinMideHa MISABICTB, TPEMOp 1 HICTarM.
JutuHa Oyna rocmiTanizoBaHa [0 MEAIaTPUIHOTO
BignineHHs KoMyHanbHOro HEKOMEPIIHHOTO MiAMpPH-
emctBa «Onecbka oOnacHa AUTSAYA KIiHIYHA JiKap-
HsD» U151 oOCcTexXeHHs 1 nikyBaHHs. [Ipu moctymieHHi
JI0 cTalioHapy cTaH AMTHHHU OyB CEpeaHBOTO CTyIIe-
HA TSOKKOCTi. JI[MTMHA akTWBHA, PyXJHBa, 3 IIiJBH-
[ICHUM aleTUTOM, € MPOTrpecyroue 301IbIIeHHS MacH
Tina — y 3,5 micsani gutuHa mana Bary 6900 r. [Ipu
MOCTYIUICHHI B CTallioHap piBEHb IMIIOKO3M KPOBI CTa-
HoBUB 1,8-2,1MMonb/1. BHyTpimHbOBeHHA iH]Y3is
po3uuny raoko3u 10% 3 po3paxyHky 8 Mr/kr/mo0y
He mana OaxkaHoTo pe3ynprary — depe3 30 XBHIHH
nicnst iHQy3ii piBeHb IITIOKO3H CKJIaB 2,2 MMOJIb/J.

BpaxoByouu HasiBHICTh MiABUIIEHOTO PiBHS 1HCY-
niny -17,6 MkMOn/mia, 8,4MkMOxa/mMi Ha TIi Tino-
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KETOHIYHOI (KETOHOBI Tija cedi He BHSBICHI), CTiM-
KOi 10 JiKyBaHHS PO3YMHAMHU TITIOKO3W TIMOTIiKeMil
(rmroko3a B kpoBi meHme 3,0 MMmonb/m), OyB BHCTaB-
JICHUH 1arH03 BPOKCHOTO TiMEePIHCYIIHI3MY.

3 MeTor nudepeHIianbHOi 11arHOCTUKHU OYJIH BU-
KOHaHI HaCTYIHI 00CTEKEHHS:

- Jns BHUKJIIOUEHHS CIAJKOBMX XBOpoO 0OMiHY
pedoBuH (medinuT HEeriIporeHa3 KHPHUX KHCIOT,
XBOpo0Oa KJIEHOBOTO JINCTA Ta iH.) BU3HAYAIHN PiBEHBb
KUPHUX KHUCIOT, amiaky, nakrary, pH KpoBi, KUCIOT-
Ho-nyxHoro ctany (KJIC) xpoBi, mpoBeqeHO TOHKO-
mapoBy xpomarorpadiro aMmiHokucnoT. IlokazHuKH
Oynu B MeXax BIKOBHX HOPM.

- JIns BHKITIOUEHHS HEJOCTATHOCTI KOPH HAZHUPKO-
BHX 3aJ103 BU3HaYaIu piBeHb KopTu3omy Ta 17-OH mpo-
rectepoHy. [loka3HUKHM He EPEBHUIILYBaIN BIKOBY HOPMY.

- JIuis BUKJIIOUEHHS 3aXBOPIOBaHb IIUTOBUHOT 3a-
no3u Bu3Havyanu pisenp TTI, T4. 3min piBHS mOKa3-
HUKIB HE OyI0.

- JI71st BUKITIOYCHHS MAHTIMOMITYiTApU3MY TIPOBEICHO
MPT 30HHE Typenpkoro cia. [latonorii He BUSIBIEHO.

- 3BakalouM Ha HASBHICTh HEBPOJOTIUYHOI CHUMII-
TOMAaTUKU, BUKOHAHO MPT cTpyKTyp roJIOBHOTO MO3-
Ky. [laronorii He BUsBIICHO.

[Ticns  kaiHIKO-1a0OPATOPHOTO MiATBEPJIKCHHS
BT'1 Ta BUKIITOUCHHS BapiaHTIB TPAaH3UTOPHUX 1 CHH-
IpoMalbHUX (OpM TimepiHCyTiHI3MY IUTHHI Ta HOTO
6aTpkaM OyJI0 TPOBEACHO MOJEKYIAPHO-TEHETHUYHE
JOCTIJDUKEHHSI TeHIB 1 BUSBJICHO TI'eTEpPO3irOTHY MY-
tauito ABCCS8, ycnankoBany Bij 0aTbka (0arbko He
XBOpi€), MO MIATBEPIKYy€E TeHETHUYHUH miarao3 BI'1
Ta CBIMYUTH PO PoKanpHy GOpPMYy 3aXBOPIOBAHHS.

3akmouHUN niarHo3: BpomkeHmit rimepiHCyi-
Hi3M, hokanbHa Gopma.

VY sikocTi Tepamnii, micyis oTpuMaHHs iHGOpMOBaHOT
3roau OaThKiB, NUTHHI OyB NMPU3HAYCHUI 1HCYIiIHOC-
tatnyHuil npenapat [Ipornmukem B 1031 5 Mr/kr/moby
nepopanbHO. [licnst mocsArHEeHHS CcTiifkoi eyraikemii (
3,5-4 MMonb/iT) AUTHHA Oyina BUMICAHA JTOIOMY.

BpaxoByroun MOXJIHUBHUH PO3BUTOK (OpPMyBaHHS
PE3UCTECHTHOCTI 10 MPOMIMKEMY, 3 HCOOXIIHICTIO
MiABUIICHHS 103U 1 BUHUKHEHHSIM MOOIYHUX edek-
TiB, €IUHUM Ji€BUM METOJOM JiKyBaHHSI (OKaIb-
Hoi ¢opmu BI'T € wacTkoBa pe3exmis MiAMIITyHKOBOI
321034 3 BUJAJEHHSM MAaTOJIOTIYHOTrO JOKycy. s
ONEpaTHBHOTO JIIKyBaHHS AWTHHa Oyia HampaBle-
Ha s rocuitanizamii B [JaHio, y IUTAYY KIIHIKY 3
Llentpom BpopkeHoro rinepincyniniamy. [Ipu npose-
nenni [IET/KT 3 JJO®A BusBiIeHUH BEIUKUN BOTHH-
HIEeBUH mpormec po3MipoM 7 MM Yy KibIi ITiJIITYHKO-
BOi 3amo3u. IHTpaomepamiifHo eHyKJICHOBaHO JTOKYC
ypakeHHs1 0e3 YIIKOJIKEHHS »XOBUYHUX IMPOTOKIB Ta
MPOTOKIB MiAIUTYHKOBOI 3ai03u. [licasonepaniinuii
MOHITOPUHT 8-TOJIMHHOTO T'OJIOJYBaHHS Mali€HTa He
BHSIBUB 3HMIKCHHSI PIBHS IIIOKO3W KpoBi. Hampukinimi
TOJIOYBAaHHS PiBEHB TIIIOKO3W KPOBi — 3,5 MMOIB/,
iHCYNiHY KpoBi — 1,4 MkMOnx/mn. IluTnHAa BUNIHICAaHA
0e3 MeJIMKaMEeHTO3HOTO JIKyBaHHS B 3aJI0BIIbHOMY
COMAaTHYHOMY Ta HEBPOJIOTIYHOMY CTaHi.

BucHoBku

1.V pasi BusBICHHS y AUTHHU TIMOTTIKeMii HEOOXiTHAa
CBO€YACHA JIIarHOCTHKA 3aXBOPIOBAHHS, IO J103BOJISIE 3HHU-
3UTH PU3UKH PO3BUTKY HEBPOJIOTIYHKX ycKiaaHens BI'T.

2. KoncepBaTuBHe JikyBaHHs (hokanbHOI GopMu
BI'ly niteit He 1ae BAroMuXx pe3yibTaTiB 100 MOMe-
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PEUKEHHS TIMOKCIYHOTO YPaKeHHS TOJIOBHOTO MO3KY.
3. €1UHUM aZeKBaTHHUM METOJOM JiKyBaHHS (o-
kanpHOI opmu BI'l € wacTkoBa maHKpeaTeKTOMis.

MepcnekTuBM NnoganbWuUX AOCHigXeHb

BI'l y miTedt — cknagHuil niarHo3, HaW4acTINIO
NPUYUHOIO SKOTO € maroreHHi myTtamii. [lepex Heo-
HATOJIOTaMH, TeaiaTpaMu, AUTIYUMH CHIOKPHHO-
JOTaMHU Ta IUTSYUMH XIipypramu MOCTAa€ 3aBIaHHS

JIETAJIBHOTO BUBYCHHS KOXKHOTO KJIIHIYHOTO BHUIAAKY
cTifikoi rimormikemii, aHami3y OTPUMaHUX pe3yibTa-
TiB Ta pO3pOOKHU aeKBATHOI TAKTUKM HaJAHHS JOMO-
MOTHU Ta JiKyBaHHS TaKUX MaIli€HTIB.

KoHdonikT iHTepeciB: BincyTHi.

Oxepeno ¢giHaHCyBaHHA: cTaTTs ony0IiKoBa-
Ha 6e3 Oyab-saKkoi GpiHaHCOBOI MIATPUMKH.
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CLINICAL CASE OF CONGENITAL HYPERINSULINISM
M.L. Aryayev’, T.V. Voloshchuk', I.V. Kuzmenko?, L.O. Vyhodchenko?, D.V. Usenko!

Odesa national medical university'; Odesa regional children clinical hospital
(Odesa, Ukraine)

Summary

Introduction. Congenital hyperinsulinism (HI) is a hereditary disease characterized by inadequate insulin hypersecretion by
pancreatic beta-cells and leading to hypoglycemia. The prevalence of HI in European countries is on average 1:30,000 - 1:50,000 live
births. Despite its low prevalence, HI is one of the main causes of persistent hypoglycemia in children of the first year of life.

The aim of the study is to demonstrate the current clinical experience of observation and treatment of a child with HI in the
conditions of limited experience of work with similar rare pathologies in children.

Material and methods of research. The study is based on the analysis of examination and treatment of a child diagnosed with HI.
The set of diagnostic measures included: clinical and laboratory studies, ultrasound, magnetic resonance imaging, molecular genetic
studies.

Results of the research. Seeing the presence of elevated insulin levels (blood insulin more than 2.0 uIU / ml) on the background of
hypoglycemia (blood glucose less than 3.0 mmol /1), the child was diagnosed with congenital hyperinsulinism.

Considering the possible etiological and pathogenic factors of HI in children, hereditary metabolic diseases (deficiency of fatty acid
dehydrogenase, maple leaf disease, etc.), adrenal insufficiency, thyroid disease, panhypopituitarism were excluded.

Conservative glucose treatment in a child with HI did not show the desired results. Additional examination included a molecular
genetic study of genes and a heterozygous mutation of the ABCCS8 gene was detected, which indicates a focal form of HI.

The only effective method of treatment of this pathology is partial resection of the pancreas with removal of the pathological locus.
The child was operated at the Danish Children's Clinic, where enucleation of the lesion in the pancreas was performed, which was
detected by position-emission (PET) and computed tomography (CT).

Conclusions. 1. In case of detection of hypoglycemia in a child, timely diagnosis of the disease is necessary, which reduces the risk
of neurological complications of HI. 2. Conservative treatment of focal forms of HI in children does not give significant results and is
not appropriate. 3. Partial pancreatectomy is a pathogenic method of treatment of focal form of HI.

Key words: Congenital Hyperinsulinism; Hypoglycemia; Children.
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