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BPOAXXEHWM TMEPIHCYAIHI3M: MOXAMUBOCTI
CYYACHOI AIATHOCTUKN TA AIKYBAHHS

Pe3tome. Bposaxenwvi rinepiHcyniHiam (Bl) — oaHa 3 OCHOBHUX MPUYUH PO3BUTKY MEPCUCTYIOYUX Tinormiike-
MI4YHUX CTaHIB y ANTSIHOMY Bili. Y CTaTTi nogaHwii AOCBIA AiarHOCTVKM Vi JiKyBaHHS naujieHTis i3 Bll. Hamu 6yno
obcTexeHo 7 giteri 3 aiarHo3om Bl Bikom Big 1 mic. go 1,5 poky. [ns noctaHoBku giarHo3y Bl nposoaunio-
Ccs cTaHgapTHe KJiHiYHe i 1abopaTopHe OOCTEXEHHS, a TakoX MOJIeKYJISPHO-reHeTnYHa W IHCTpYMeHTaslb-
Ha giarHocTuka (rnpoBeneHHs NMO3UTPOHHO-eMiICiviHoi Tomorpadii 3 18-F-gonow). MonekynspHo-reHeTnyHa
AiarHoctvka nigreepavna giarHo3 Bl B 6 gitei. Yci 7 giteii i3 Bl BusiBunamncs: piaHO Mipoto pe3ncTeHTHUMM
[0 KOHCEepBaTMBHOI Tepariii, Maau Pi3HWV CTYMiHb MOPYLLUEHHSI MCUXOMOTOPHOIro PO3BUTKY Vi CyaoMU. 3 HUX 6
Aitam 6ys10 npoBeeHO orepaTuBHE BTPYYaHHS 3 4OCSrHEHHSIM HOPMOIJikeMii. YciMm aitam 3 rinornikemismm v
niaBULLIEHUM 41 HOPMAaJIbHUM piBHEM C-nentuay v iHCyniHy HeoOXiAHO BUKOHYBATU reHETUYHY aiarHOCTUKY ¥
MO3UTPOHHO-EMICIViHy Tomorpagito 3 18-F-aonoto ans yTo4HeHHs Tuny B, HeobxinHwii noaansLumnii po3BUTOK
reHeTu4HOI aiarHoCTuKM A1 MOoLUyKy HOBuX reHiB BIrl. OnepatuBHe nikyBaHHS MOXe OyTu Tepanieto Bnbopy B

Aitevi 3 B, ocobamBo ripu vioro ¢okasbHi popmi.

Knro4oBi cnoBa: BpOAXEHWV rinepiHCYMiHI3M, rinoraikemis, 4itv, 4iarHoCTUKa Vi J1iKyBaHHSI.

Bctyn

Bpomxenuii rinepincyninizm (BI'T) — crankoBe 3axBo-
PIOBaHHS, 1110 XapaKTePU3YEThCs HEeaAeKBaTHOIO Tilepce-
KpeUi€lo iHCYJNiHY B-KJIITUHAMM MiJUUTYHKOBOI 3aJI03U i
MPU3BOJUTD 10 PO3BUTKY MEPCUCTYIOUMX TiMOTTiKEMIYHUX
CTaHiB.

V niTepatypi ormrcaHo TToHaA 8 TeHiB, 110 OepyTh y4acTh
y po3Butky BI'l. Bin 40 no 60 % Bunankis BI'l mos’s3aHi 3
nedexramu reHiB KCNJ11 i ABCCS, mo KomyioTh 0iIKH,
SKi 0epyThb yuacTh y poooti AT®-3anexxHuX KajlieBUX Ka-
HaJIiB B-KJTITUH MiALLTYHKOBOI 3ay03u. biausbko 15—20 %
BUMAJAKIB MOB’S13aHi 3 aKTUBYIOUMMHU MYTallisIMM B TeHax
GCK i GLUDI, mo peryamloTh BHYTPIILIHbOKIITAH-
HUI MeTaboJ1i3M IJIIOKO3U. Y JliTepaTypi TaKOX IPUCYTHi
nooauHoki onucu BumnankiB BI'l, nmow’sa3aHux 3 nedek-
tamu redis HADH, HNF4a, HNFla, LCI6A1, INSR,
UCP2 Ta in. [1]. Ane B 30—40 % ycix Bunankis BI'T moci
HE BIAETHCSI BUSIBUTU MOJIEKYJISIDHO-TEHETUYHI ePeKTH B
3a3HAYEHUX IreHax.

IMommpenicts BI'l mepedyBae B mexxax Bix 1 : 30 000 mo
1 : 50 000 HOBOHAPOIKEHMX, a B MOMYJISALISIX 3 BUCOKUM
piBHEM OJM3BKOCIIOpiTHeHMNX IUTIO0IB csarae 1 : 2500 Ho-
BOHApomkeHux |2, 3].

BI'l 6yB Brepiiie onucaHuii SIK «igionaTU4Ha TiMorIiKe-
Mist IuTsTYOoro Biky» BueHUM 1. Maxk-Kyoppi [4] B 1954 p. Ha-
naii BI'l mo3Havanu takumu TepMiHamu, SIK, HalpUKIIAMI,
«ICUUMH-YYTAMBA TiMOIJiKeMisl», «CUHIPOM IUCPETYJIsLii

B-KJIiTUH», «[IEPCUCTYIOUI TIMEPIHCYIIHEMIUHI TiMoriaikeMii
JIUTSIYOTO BiKy», «Hi3uai00JacTo3» Ta iH. TepMiH «Hi3umio-
6s1acto3» 0yB BBeneHwmii I, Jleitmo e B 1938 p. [3].

Hisnmio61acTo3 — 1ie ToTajabHa TpaHcdopMallis po-
TOKOBOTO €MiTeJiI0 MiALITYHKOBOI 3aJ03U PB-KJIITUH, IO
MPOAYKYIOTh iHCYJiH. Ha choroaHi noBeaeHo, 1110 moaioHa
MopdoJsioriyHa KapTUHA B IUTSYOMY Billi € HOPMAJIBHOIO i
HE HAJIEXXUTh JI0 MPUYUH TiMepiHCyiHi3my [5].

OcHoBHUM KputepieM miarHo3y BI'l ciayxuth BuzHa-
YeHHs piBHS iHCYJiHY B T1a3mi (moxHan 2,0 MmxOn/mMi) Ha
MOMEHT TinoriikeMii (roko3a KpoBi < 2,4 MMOJIb/JT y [i-
Teil BIKOM MOHaA OaMH piK i < 2,2 MMOJIb/J — Y JiTeil 10
poky). Takox M0 KpuTepiiB, 110 IMiATBEPIKYIOTh diarHO3
BI'l, BinHOCATB: TriMOKETOTUYHUI XapaKTep TilMOTIiKeMii,
rinepriikeMiyHy BiIMOBiAb Ha BBEIEHHS IJIIOKArOHY, BU-
COKMI1 ab0 HOpMasibHUI piBeHb C-MeNTUIY HA TJIi TiMo-
rlikeMii, moTpedy y BUCOKMX J03aX BHYTPIlTHBOBEHHOTO
BBEJECHHS TJIOKO3U (> 8 MI/KI/XB), HU3bKi MOKA3HUKU
aMiHOKUCIIOT (BajliHy, JIEHIIMHY) B KPOBi, HOpMaJIbHi T10-
Ka3HUKM KOHTPIHCYJISIPHUX TOPMOHIB (COMAaTOTPOITHO-
IO TOPMOHY, KOPTU30JY, TIIOKAroHy), BiJICYTHICTh O3HAK

Anpeca 115 TMCTYBAHHS 3 ABTOPOM:
Io6a €srenis BikropiBHa
E-mail: ie.globa@i.ua

© Ioba €.B., 2015
© «MixXHapomTHMIT eHIOKPUHOJIOTIYHMIA XypHa», 2015
© 3acnascekuit O.10., 2015

166 MeXKAYHAPOAHbIN SHAOKPUHOAOTUYECKIIN YKYPHAA, ISSN 2224-0721

N¢ 3(67) « 2015



[ d

AeTckast aHAOKpUHoAorus /Pediatric Endocrinology/

00’€MHOTO YTBOPEHHS ITiIIUIYHKOBOI 3aj031 (iHCYJliHO-
MM) 3a TaHUMM YJIbTpa3BYyKoBOro aociimkeHHs (Y3]1) i
MYJIBTHCITipaIbHOI KOMIT I0TepHOi ToMorpadii [6].

3a ocraHHi aecsaTupiuus OyJio 31iliCHEHO MPOPUB B Ta-
JIy3i BUBUYEHHS €TiOITAaTOTeHeTUIHMX MexaHi3MiB BI'L.

Mopdomnoriuno BI'l moginsiors Ha 3 ocHOBHi hopMu:
nudy3Hy (3a sIKOI ypaxkeHi BCi B-KJIITUHU MiALLTYHKOBOL
3a7031), (pOKaJbHY (SKIIO BOTHMIIE YypaxkeHHs oOMe-
XKEHO HEBEJMKOIO MiISHKOIO Tileprula30BaHUX KJITHH,
IO MIiCTSTh BeJIUKIi siapa) it atunosy [7, 8]. CripaBXHbOIO
MPUYMHOIO Tinepcekpelii iHcyniHy ipu BI'T HaliuacTinie €
HeanekBaTHa pooota AT®-3anexuux K-kaHani B-k1iTuH
MiAITYHKOBOI 3a7103U, 1110 3YMOBJIEHO MOJIEKYJISIpHO-Te-
HetnuyHuME nedexramu reHiB KCNJ11i ABCCS [1].

Mopymenns ¢ynkuii AT®-3anexxnux K-kanamis, a
TakoX AedeKTU peryJssilii BHYTPITHbOKIITUHHOTO Me-
TabOJTi3My TJIFOKO3M MOXYTh TPU3BOIUTH JO PO3BUTKY
rinepiHCyIiHEMIYHUX TIiITOMTiKeMiYHuX cTaHiB. Haitoinbi
yactolo mpuunHolo BI'l € iHakTuByrooui Mmyramii reHiB
KCNIJ111i ABCCS8 [9—-12].

AT®-3anexHi KalieBi KaHaIU B-KITTUH SIBJISIOTH CO-
0010 OKTaMepHi CTPYKTYpH, BHYTPIllIHi BiIIiIN IKUX Ipe/i-
craBieHi 4 cybomuuuusamu Ginka Kir6.2, 1o KomyroTbes
reHom KCNIJ11, a 30BHIilIHI — 4 cyOomuHULISIMKM OijKa
SURI, mo koaytorbcst reHoM ABCCS8. JlaHi kKaHaIM 31aT-
Hi 3MiHIOBAaTU CTYITiHb TOJSIpU3allii MeMOpaHU KJIITUHM.
DyHKITiOHAJIbHA aKTUBHICTh KaHAJIB PETYTIOEThCS PiBHEM
BHYTPIITHbOKJIITUHHUX a[ICHIHOBUX HYKJICOTU/iB. [HaKTH-
Bytoui mytamii reHiB KCNJ11 i ABCCS8 BukiIukamoTh 3a-
KPUTTS TaHWX KaHAaJIiB, 110 TPU3BOIUTD 10 HAJITUIITKOBOTO
HagxomkenHss Ca?" B KITMHY # Timepcekpelii iHCymiHy
[1,9].

V nitepaTypi omucaHi sIK aBTOCOMHO-pPELIECHUBHI, Tak
i aBTOCOMHO-IOMiHAHTHiI MyTallii 3a3HauyeHux reHiB. Ha
CchbOrofHi BusiBjieHo roHan 150 myrauiii B reHi ABCCS i 25
myTaniit — y reni KCNJ11 [13].

BI'l, noB’a3aHuii 3 pelieCMBHUMM MyTalliIMU B TeHax
KCNJ11 i ABCC8, xapakTepu3yeThCsl TSDKKAM TTepedirom,
paHHIM Ie0I0TOM TilOIJIiKeMii i, SIK MpaBUJIO, HE TIIAEThCS
KOHCepBaTUBHIl Tepartii. [loMiHaHTHO ycriaakoBaHi (hopMu
nepediraroTh M SIKIIIe, MaHi(PECTYIOTh ITi3HIiIIe i y OiIbIIOC-
Ti BUNAIKIiB YyTJIMBI IO Tepartii giazoxcumoM [1, 7, 11].

Kpim nopyiiens po6otu AT®-3a1exkHUX KalliEBUX Ka-
HaJliB B-KJIiTUH, puyruHamMu po3BUTKY BI'T MoxyTh Oyt
MOpYIIEHHS pOoOOTU (PEPMEHTIB, 1110 OEPYTh yUacTh Y BHY-
TPILIHBbOKJIITUHHOMY METa0o0JIi3Mi IoKo3M. Jlo HUX Bin-
HocaTh TmokokiHazy (reH GCK), rimyramataeriaporeHasy
(konyetbest reHom GLUDI1) i 3-rimpokcu-anmnKoA-ne-
rizporeHasy (reH HADH).

BI'T mMoxyrth Oytu sk mepcuctyrounmu (mipu BI,
iHCy/liHOMax), TaK i TPaH3UTOPHUMU (TPU CUHIPOMI
bexsita — Bimemana, Cotoca, miabeTwuHiii (eTomarii,
3aTSDKHOMY HEOHATaJIbHOMY TimepiHcyimiHi3mi). [imep-
CeKpelis IHCYJIiHy NPU3BOOUTH IO YTWJIi3allii TJTIOKO3M
KJIITUHAMU iHCYJIIH3aJIEXKHUX TKAaHUH i B TOM 3Ke 4ac Impu-
THiYy€ TIPOAYKIIiIO INIFOKO3M, BITbHUX XKUPHUX KMCJIOT i
KeToHOBUX TiJl. [ToniOHMIT MeTaboMiYHMI eheKT IHCYIiHY
dopMye 0iOXiMiUHY OCHOBY, 110 I030aBJsIE MALi€EHTIB 3
BI'l six rmoko3u, Tak i aJbTepHATUBHUX JKEpea eHeprii

IIJISI TOJJOBHOTO MO3KY, 301IbIIYIOUYN PU3UK PO3BUTKY HeE-
BpOJIOTIYHUX po3afis [14].

Bepudikysatu dokanbHi hopmu BI'T moxHa 3a nomno-
MOTOI0 MOJIEKYJISIPHO-TE€HETUYHOI J1iarHOCTUKU, OCKiJIb-
K1 ¢opMyBaHHS (DoKyca BimOyBa€ThbCs IIpH ycHaAKyBaHHI
batbkiBchbKkoi MyTatii B reHax KCNJ11 i ABCCS8 i Brpa-
T TOMO3MTOTHOCTI [15]. BisyamizyBatu (pokyc MOXKIu-
BO 3a JIOIOMOIOI0 MO3UTPOHHO-eMiciiiHOI Tomorpadii 3
18-dmoopo-L-3,4-gurinpokcudeninananinom (IIET 3
18-F-momnoro) [16].

KaptuHa rinornikemiuHoro cunapomy npu BI'l € Bkpait
BapiatuBHOIO. ['imornikemii MOXyTb MaT 0€3CUMITOMHUI
XapakTep, M IKMi nepe0ir, 1o00pe mingaBaTrcs KOHCepBa-
TuBHIi Tepamii. ¥ 40—50 % Bumnaikis rimorjaikeMiuyHMi
CUHJIPOM HE BIA€EThCS JiKyBaTH KoHcepBaTuBHO [17]. Ta-
KWM MalieHTaM HeoOXiHe orepaTUBHE JIiIKyBaHHSI — CyO0-
TOTajlbHA TAHKpeaTeKTOMis, a B pa3i (poKaJbHUX (popMm
BI'l mpoBomuThes ceneKTUBHA pe3eKilis oKyca, 1o Mpu-
3BOAWTH OO ITOBHOIO OMY:KAHHSI AUTUHU 3i 30epeXkeHOI0
(GYHKIIIOHAIbHOIO aKTUBHICTIO MiAIIUTYHKOBOI 3a71034 [18].

Martepiaau i meToAmn

3a ocTaHHi 2 poku Ha 06a3i YKpaiHChKOIo HayKOBO-TIpa-
KTUYHOTO LEHTPY €HAOKPUHHOI Xipyprii, BILATY AMTSAYO1 Ta
MiJTITKOBOI €HIOKPUHOJIOT11 HaMU 0YJI0 00CTeXeHO 7 miTei
3 miarHo3oM BI'l BikoM Bim omHoro micsiist 1o 1,5 poky. Ycim
naiieHTam 3 yrepiiie BcTaHOBJIeHUM niarHo3oMm BI'T mpo-
BOIMJIM KOMILIEKC MiarHOCTUYHUX TTPOLIEAYp, 1110 BKIIOUYAB
MOHITOPUHT TJiKeMil (IIOpPTaTMBHMMU TJIIOKOMETPAMU);
IOCIIIKEHHSI TOPMOHAIBLHOTO MPOMiNII0 3 OILIHKOIO PiBHSI
iHcyiHy, C-nentumy, KOpTU30dy, TAPEOTPOITHOTO TOPMO-
HY, OLIIHKY piBHSI aMiHOKHUCJIOT i allMJIKApHITUHY, JTaKTaTy
1 amiaky; po3ropHyTHi OioXiMiuHMI aHami3 KpoBi; Y3/l
OpraHiB 4epeBHOI MOPOXHMHU. BUpaxeHiCTh Timoriike-
MiYHOTO CUHJIPOMY OLIHIOBAIM 3a CTyIEHEeM MOTpedu B
[TI0KO3i (KiJbKiCThb TJII0KO3MU, 1110 BBOAUTLCSI BHYTPillLIHBO-
BeHHO, Ha | Kr Macu Tija 3a 1 xB). diarHo3 BI'l BcraHoB-
JIFOBaJIM Ha TIiICTaBi MiIBUIICHHST PiBHS iHCYJIiHY TIJIa3MU
1 BiZICYTHOCTi KETOHIB y Ceui Iijl Yac TiMorjikeMii, a Takox
3a BiICYTHOCTI MOPYLIEHb B-OKUCIEHHS XKUPHUX KUCIIOT i
00’€eMHUX YTBOpPEHb IIAILIYHKOBOI 3aj1031 (3a pe3yibra-
tamu Y3/1). MonekynIsipHO-TeHeTUIHI JOCTiIKeHHS TeHiB
(KCNIJ11 i ABCCS8) npoBonwiu B MOJEKYISIPHO-TEHETHY -
Hili maboparopii (M. Excetep, BenukoOpuTaHist) cranmap-
THUMU MeToaaMM. Bisyasizallito BOrHMII MPOBOAMIM 3a
noromoroio IMET 3 18-F-nonoto (LleHTp rinepiHcytiHizMy,
M. OneHce, JlaHis).

Pe3yAbTaTM TA IX OGrOBOPEHHS

KniniyHy XapakTepuCTHKY TalliEHTIB MTOAaHO B Ta0. 1.
MakpocoMist criocTepirajiacsi B YOTUPHOX ITalli€HTIB
(57,1 %), y nBox (28,6 %) peecTpyBain HOpMaJIbHY Macy
Tina, B onHiel nutuHu (14,3 %) — HU3BKY Macy Tilia TIpu
HapoIIXeHHI (BiIMOBIZHO IO TeCTaliifHOTO BiKYy). Yci mitu
MaJIi TiIoIIiKeMii cepeaHbOro abo TSKKOTO CTYMNEHS, Y
5 3 HuUX OyB minBuileHUi piBeHb C-MENTUIY Ta iHCYIiHY
Harie (71,4 %). Y nBox naiieHTiB piBHi C-nientumy Ta iH-
CyJIiHY HaTIIE i ITiJ yac rinoriikeMii Oyiu B Mexax pede-
PEHTHUX MOKA3HUKIB.
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YciM miTsam JTiKyBaHHSI PO3MOYMHAIIM i3 BBEAEHHS TJII0-
KO3U BHYTPIlIHBOBEHHO i3 MIBUIKICTIO TOHAM 8 MTI/KI/XB,
a TakOX Yy [JedKUX BMIAJKaXx BBOAMBCS TJIIOKAroH
BHYTpiltHboM 513080 (0,5—1,0 Mr). OCKiTbKM 32 TAKMX YMOB
CTiiIKOI HOPMOTJIIKeMil JOCSTHYTO He OyJI0, y YOTUPHOX
MAali€HTIiB OyJI0 pO3IIOYATO JIIKyBaHHS i3 BBEICHHSIM KOp-
TUKOCTEPOINiB BHYTPIIIHBOBEHHO (Y OESIKMX BUIAZKaX —
no 20 Mr/Kr Macu Tiiia), TIOTiM JiKyBaHHs OyJ0 3MiHEHO
Ha iH’eKkuii okTpeoTuay (B 103i Big 5 1o 20 MKr/Kr/mooy).
VY nBox niteii 3 1upy3HO10 (POPMOIO TOCITTU HOPMOTJIiKeMil
MPAaKTUYHO HE BAABaJOCs, TOMY IUTUHI 3 KOMIIayHIHOIO
mytaiieo p.Q444H/p.Q923X mnpoBoauan KomMOiHOBaHe
JIIKyBaHHS 3a JIOIIOMOIOI0 TPbOX IpenapariB (Tiapokop-
TM30H, OKTPEOTHU, Mia30KCUI), a TUTUHI 0e3 reHETUIHO
ninTBepmkeHoro miarHody BI'T — xomGiHOBaHe iKyBaH-
HsI IBOMa TipernapaTamu (OKTpPeoTU, Mia3oKcum). Yci aitn
OyJIM PE3UCTEHTHI 10 MeIMKAaMEeHTO3HOI Teparlii, 110 IIpo-
SIBJISLIOCS TIPAKTUYHO LIOJEHHUMMU Tinorjikemismu (B 1e-

SIKUX BUTAAKaX — YaCTi TMONTiIKeMidYHi KOMU 3 PO3BUTKOM
CyIIOM i HEOOXiTHICTIO TOCITiTAJTi3alIil 1O BiIIiJICHHS iHTeH-
CHMBHOI Tepariii), a TaKOX 3aTPUMKOI TMCUXOMOTOPHOTO
PO3BUTKY Pi3HOTO CTYIEHS TSKKOCTI.

[lica BcTaHOBIEHHS HiarHO3Y BCIM IIiTSIM IIPOBOIMIIN
MOJIEKYJISIPHO-TEHETUYHE OOCTEXEHHSI B MOJIEKYJISIPHO-
reHeTU4Hiil Jabdopatopii (M. Excerep, BenukoOpuraHnis).
Y mectu niteit (85,7 %) Oynao MinTBEpPIKEHO TEHETUYHY
npupony BI'l.

3a xapakTepoM MyTallii B YOTUPbOX MAIliEHTIB OYJI0 3a-
nigo3peHo (oxanbHy ¢opmy BIT (ockinbku BOHM Maliu
MyTallito, yCIagKoBaHy Bif 0aTbKa). B ogHOro namieHnra 3
komriayHaHowo MmyTtauiero (ABCCS, p.Q444H/p.Q923X)
3anigo3peHo audy3Hy (Gopmy, i B OIHOTO MallieHTa reHe-
TraHy npupony BI'T BctaHOBUTH He Baajocs. 6 MaIlieHTiB
Oy CKepOBaHi JJIsI MOJATBIIOTO JOOOCTEXEHHS 1 JIiKYy-
BaHHS OO LEHTPY TimepiHcymiHiaMy B M. OpeHce, JlaHis
(6arbku qutuHM 3 MyTanielo ABCCS8, p.Q444H/p.Q923X

Tabnuuys 1. KniHiyHa xapakrtepucTuka nauieHris i3 Bl

Maca Tina
i 3arpumka
MauieHnt | CtaTb pgm::;i Tfl;?l?(;::i C-nentunpg (Hr/mn) (Ml:gﬂ;i,: n) me:aH- Hn:rv:)xo;nsc;r:Tp-
(recrtau. rinornikemir (c1P nitb) L8
TUXAEHb) Y
XK 4650 (40) TsKKU 5,57 (N 0,8-4,2) 42,4 I, O, KC TsKKMI
2 X 3770 (40) CepenHii 9,08 (N 1,1-4,4) 49,3 I, O, KC CepenHiin
3 X | 4030(38) | Teoxwnin 8,6 (N 0,9-7,1) 75,9 " OA KU
4 X 3400 (39) Taxknn 9,99 (N 1,1-4,4) 60,7 [, O, KC Hopma
5 XK 2850 (39) CepenHin 0,62 (N 0,81-3,85) 29,7 r,o, 4 Nerknii
6 Yy 4650 (40) Taxknn 1,07 (N 0,81-3,85) 1,2 r,O Hemae
7 X 5200 (40) TSKKUIA 7,4 (N 0,7-1,9) 49 r,o Jlerkwit

Mpumitkun: I — rnokKko3a BHYTPILLHbOBEHHO > 8 mr/kr/xB; O — okTpeotun; 4l — niaszokcua; KC — kopTtukocre-

poign.

Tabnuus 2. Xapaktepuctuka nauyieHTis 3 Bl 3i BCTaHOB/I€HUM MOJIEKY/IIPHO-reHETUYHUM AedeKToM

= . - . licTtonoriyna
5 MyTauisa B AUTUHN MyTauii B 6aTbKiB dbopma Br
=) len JlikyBaHHS e @
] . noys- o-
[ Onuc Ginka Onuc AHK Matu BaTbko Ha KanLHa
1 | ABCC8 | p.Q444H c.1332G>T - p.Q444H 0”3%3;';'03”3’ +
Cnnancunr OnepatuBHe,
2 | ABCCS8 MyTaLis c.4415-13G>A - c.4415-13G>A v 1.,5p. +
p.Q444H/ c.1332G>T/ KoHcepBa- _
3 | ABCC8 p.Q923X c.2767C>T p.Q923X p-Q444H TUBHE
4 | ABCC8 | p.R1437 C.4309C>T - p.R1437 O”‘;psa;'i"cs'*e’ +
OnepaTtuBHEe,
5 - - - - - v 2 poku ATnnosa
6 | KCNJ11| p.F333S .998T>C - p.F333S 0”3%3;';'03'*9’ +
p.R1251/ c.3751C>T/ OnepaTuBHe,
7 | ABCC8 | T v1o87 C.3861C>A p-Y1287 p-R1251 y 4,5 Mic.
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Pucynok 1. Audy3na popma Bl 3a naHumu MNET
3 18-F-gonoro

BiIMOBMIIHICS Bifl TTOMAJIBIIIOTO OOCTEXKEHHsI). 3a pe3yIbra-
tamu [1ET 3 18-F-gomoio B 4oTHphOX IMALli€HTIB IiATBEP-
mkeHo ¢okanbHy dopmy BI'L, y nBox — mudys3Hy dopmy
(y nuTHM 0e3 reHeTUYHOI MyTallii Ta B autuHu 3 ABCCS
p.R1251/p.Y1287) (puc. 1, 2).

VY 3B’43Ky i3 HEIOCTaTHHOIO €(heKTHUBHICTIO KOHCEPBa-
TMBHOI Teparnii YOTUPbOM TalieHTaM 3 (hoKaabHOW (hop-
MO0 OyJIO BUKOHAHO XipypriyHe BTpy4YaHHsI — iHBariHa-
LiiiHy TTaHKpeaToracTpoCTOMilo Iiciisl pe3ekiiii (okyca B
TOJIiBII TiAILTYHKOBOI 3aJ1031, TUTHUHI 3 aTUMOBOIO (op-
MOIO MPOBEIEHO MaHKpeaTUIHy pe3ekilito 80 %, nuTuHi 3
nudysHoto dhopMoro — pesexilito 90 % minuTyHKOBOI 3a-
JIO3U.

TicTomoriune mocmimkeHHS MiaTBepawIo (OKaJIbHY
¢dopmy BI'l y m’atu nanienTis, audy3Hy dopmy miarBep-
JI3KEHO B OJHOTO IallieHTa. Y TUTUHU 0e3 reHeTUIHOI My-
Tauii BepudikoBaHo aturnony popmy BI'T.

Cunig 3ayBaxkKuTH, 110 B OJHI€l AUTUHU (3 MYyTalli€lo
ABCCS, p.Q444H) yepe3 6 Mic. micis ornepaiii po3BUHY-
Jlacd TicisonepailiiiHa KicTta, B OfHI€T TMTUHY (3 MyTalli€I0
KCNJ11, p.F333S) crniocrepiranacsi TpaH3UuTOpHA Tirep-
TJIiKeMist HaTIIe, 1110 Yepe3 2 Mic. MUHYJIa CaMOCTiiTHO.

Y nutuHu 3 nudysHoto (aturosor) Gopmoro BI'T ye-
pe3 | micsupb micis onepailil 3’IBUIMCS CKapTd Ha 4acTi
BUIOPOXKHEHHS 3 HEITPUEMHMM 3aI1aXxoM, TTp1 00CTeXKEeHHi
BUSIBJICHO HU3BbKWI PiBEHb TAHKPEATUIHOI e1acTa3u, po3-
nouaro JikyBaHHsI pepmeHTamu (KpeoH 10 000 O/I 2 pa3u
Ha 100Y) 3 MOKpaIlleHHSIM CTaHYy.

Crin 3a3Ha4YMUTH, IO Y XKOAHOTO TAalliEHTa Hagaldi He
CIOCTEPIrajiv CTIHKKUX MOPYILIEHb BYTJIEBOAHOTO OOMiHY.

HBoe niteit (3 myrauisimu ABCCS, p.Q444H Tta 3
¢.4415-13G>A) no i micas oneparlii MaIu TSIKKY 3aTPUMKY
TMICUXOMOTOPHOTO PO3BUTKY, YaCTi CyOoMHM (Ha TJIi MOCTili-
HOTO TpUIOMY TIPOTUCYIOMHUX TIperapartiB), y 3B’SI3KY
i3 Hee(PEeKTUBHICTIO OCTaHHIX iM OyJI0 TIPOBEIEHO TTYJIbC-
Teparnilo KOPTUKOCTEPOigaMu 3 JOCSITHEHHSIM CTiiiKoro
edeKTy (BHUKHEHHSIM cynoM). HaiiOinbln TsSKKe ypaxKeH-
HS LEHTPaJIbHOI HEpBOBOI cucTteMu (y BUIVISIAI CIIIIOTH,
HEMOXXJIMBOCTI pO3MOBJISITU, TPMMATH TOJIOBY, CUIITHA ab0
XonuTu) criocrepiranu y nutuHu 3 ABCCS, p.Q444H. Ha
KaJib, ONepaTMBHE BTPYYAHHS, 1110 OYJIO MPOBEAEHO Y Billi
9 mic., Oy/10 HAITO Mi3HIM 1 Hajasli He MPU3BEJIO A0 MOKpa-
LIEHHS ICUXOMOTOPHOTO PO3BUTKY.

PucyHok 2. @okanbHa popma Brl
3a gaHumu MNET 3 18-F-gonoro

Otxe, BI'l € moreHuiiiHo HeGe3MIEYHNM 3aXBOPIOBAH-
HSIM, OCKIIBKM TSIKKi, HEKepOBaHi TilOIJIiKeMil MOXYTh
MPU3BECTH SIK 10 CMEPTi AUTUHU, TaK i J0 TSKKOTO, He-
000POTHOIO ypaxkeHHsSI TOJOBHOIo Mo3Ky. CKIamaHiCTh
JIOCSITHEHHST HOPMOTIJIiKeMil 3aBAsIKM MeAUMKaMEHTO3Hilt
Teparnii TMKTYe HEOOXiMHICTb CBOEYACHOTO OMEPaTUBHOIO
JIIKyBaHHS, 110 MAa€ MPOBOAUTHUCS B CMeliali30BaHUX LIEH-
TpaxX AOCBiAYeHO Opuramoro XipypriB. He3Baxkarouu Ha
IPOPMB B I0OCiIKeHHi eTioorii Ta matoreHesy BI'T, y 50 %
BUIIAAKIB MOJIEKYJISIPHO-TEHETUYHU I TiarHO3 3aJIMIIAETh-
Csl HEYyTOUHEHUM, 110 TTOTpeOye MOAaNbIIUX TOCTiIKEHD Y
Lt Tamysi.

BUCHOBKMU

1. Ycim mitam 3 rinoriikeMisimu, miaBuineHuM (abo
HopMaJibHUM) piBHeM C-menTumy Ta iHCYJiHy HeoOXim-
HO MPOBOAUTU reHeTUuHy niarHoctuky Tta I1ET 3 18-F-
nomolo st yrouHeHHs tuny BI'T Ta BubGopy snikyBaabHOL
TaKTUKU.

2. HeoOxinHuii moaaibilivii pO3BUTOK T€HETUYHOT Jiar-
HOCTUKHM JUIsI TIOLIYKY HOBUX TeHiB BI'l.

3. OmnepatuBHe JiKyBaHHSI MOXe OYTH Tepari€io
BuOopy B amiteit 3 BI'l, ocobsmBo npu iioro ¢okaibHil
dbopwmi.
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YKo QUHCKINK HQYYHO-MPAKTUYE CKUV LIEHTP DHAOKDUHHOM
XUPYPMM, TOQHCIAQHTALIMN SHAOKPWHHBIX OPrQHOB U TKAHEW
M3 YikpauHsl, r. Knes

BPOXAEHHbIN TMNEPUHCYAUHUSM:
BO3MOXXHOCTU COBPEMEHHOU AUATHOCTUKU
N AEHEHUS

Peswome. Bpoxnenubiii runiepuncyanausm (BI'M) — onna us
OCHOBHBIX MPUYKMH PAa3BUTUST TEPCUCTUPYIOIINX TUTOTIIMKEMU-
YeCKUX COCTOSIHUI B IETCKOM Bo3pacTe. B craThe mpencraBieH
OTBIT IMaTHOCTUKU U JeyeHusl nanueHToB ¢ B'U. Hamu 6b110
obcenoBaHo 7 mereit ¢ nmarHosom BI'M B Bo3pacTte ot 1 Mec. 1o
1,5 roma. Ins moctaHoBKM nuarHo3a BI'M mpoBoaunoch ctaH-
IapTHOE KJIMHUYECKOE U JJabopaTopHOe oOCIea0BaHue, a TaKXKe
MOJIEKYJISIDHO-TEHETUYECKasi 1 MHCTPyMEHTaIbHAsT TUAarHOCTH -
Kka (TpoBeleHNE TO3UTPOHHO-IMUCCUOHHON TOMOrpadum c
18-F-nomnoit). MonexkyasspHo-reHeTu4YecKasi TMarHoCTUKa IO/ -
TBepauia auario3 BI'M y 6 neteii. Bee 7 neteit ¢ BI' M okasanuch
B Pa3HOIl CTeTIEHW DPE3UCTEHTHBIMU K KOHCEPBATWBHOW Tepa-
MUY, UMENY Pa3INIHYIO CTeTIeHb HAPYIIeHUS] TICUXOMOTOPHOTO
pa3BUTHUS U cyfoporu. M3 HUX LIecTu AETSIM ObLIO MPOBEAECHO
OIepaTHBHOE BMEIIATEIbCTBO C JOCTUXKEHUEM HOPMOTIUKEMUM.
BceM ieTsiM ¢ TUTTOTJIMKEMUSIMY U TTOBBIIIIEHHBIM WJIX HOPMaJTh-
HBIM ypoBHeM C-TienTuaa U MHCYJIMHA HEOOXOAMMO TTPOBOIUTH
TEHETUYECKYIO AMArHOCTUKY U MO3UTPOHHO-3MUCCUOHHYIO TO-
Morpaduio ¢ 18-F-gonoit mist yrounenust tuna BI'M. Heo6xo-
IUMO HaJibHellee pa3BUTUE TEHETUYECKOUW MUArHOCTUKU ISt
noucka HOBBIX TeHOB BI'M. OmnepatuBHOE JIeueHNE MOXET OBITh
Tepanueit Beioopa y aeteii ¢ BT, ocobeHHo nipu ero hokaabHOMI
dopwme.

KiioueBbie cjioBa: BpOXICHHBIA TUIIEPUHCYTMHU3M, THUITOTIM-
KeMusl, IeTH, AMarHOCTHKA U JIUCHUE.
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CONGENITAL HYPERINSULINISM:
THE POSSIBILITIES OF MODERN DIAGNOSIS
AND TREATMENT

Summary. Congenital hyperinsulinism (CHI) — one of the main
causes underlying the development of persistent hypoglycemic
conditions in childhood. The article presents the experience of
diagnosis and treatment in patients with CHI. We have examined
7 children diagnosed with CHI aged 1 month to 1.5 years. For
diagnosing CHI, we have used routine clinical and laboratory
investigations, as well as molecular genetic and instrumental
diagnostics (18F-DOPA positron emission tomography). Molecular
genetic testing confirmed the diagnosis of CHI in 6 children. All 7
children with CHI had various resistance to conservative treatment,
had a different degree of psychomotor development and seizures.
Of them, 6 children underwent surgery with achievement of
normoglycemia. Genetic testing and 18F-DOPA positron emission
tomography should be carried out in all children with hypoglycemia
and increased or normal levels of C-peptide and insulin to clarify the
type of CHI. Further development of genetic diagnostics is necessary
to find new CHI genes. Surgical treatment may be a treatment of
choice in children with CHI, particularly in its focal form.

Key words: congenital hyperinsulinism, hypoglycemia, children,
diagnosis and treatment.
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