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Heonartampuuii mykposuii miaber (HII/) € piakicHUM reHeTHYHMM 3axBOpIOBaHHsIM, sike Bpakac 1 3 90000 mo
160000 mapomkennx sxkunmu. HI1/] Bu3HauaeThcss HAIBHICTIO TSIKKOI TilTepririkeMil, TOB s13aHOI 3 HEIOCTATHBOIO KiJTbKic-
Tr0 260 BIZICYTHICTIO IUPKYJIIOI0UOT0 HCYJIHY, SIKa BAHUKAE EPEBAsKHO Y Billi 10 6 Mic i pizko — y Bitli Big 6 Mic 10 1 poky.
Ha ocHoBi TpuBasiocTi iHCYJIIHO3aI€5KHOCTI ONMMCAHO /IBA OCHOBHUX THUIM 3aXBOPIOBAHHS: TPAH3UTOPHUI HEOHATATBHUN
niaber, sikuii craHoBuTh 50—60 % BUIaAKIB 1 3a3BMUail 3HUKAE 10 18-MicSUYHOTO BiKY, | IeDMAHEHTHUI HEOHATAIbHUIL Jlia-
6eT, SIKUH MEHII TIONTMPEHNiT i 3a BUSHAYEHHIM He TIepexofinTh y pemicito. Hemosisita 3 HIT/I MoKy Th MaTh HEYiTKi KJTiHiY-
Hi IPOSIBH, SIKi MOKYTh BapitoBaTH BiJl 6E3CMMIITOMHOI TiTtepriikeMii 10 O/ AKIICIT, 3aTPUMKY PO3BUTKY, OJIFOBaHHS, JApaTiB-
JIMBOCTI aB0 TOCTPUX CTaHIB i3 PO3BUTKOM BasKKOIO 3HEBOJHEHHS, CyIOMaMM, KeToaln1030M. [Tpornos 3aXBopioBaHHs 4iTKO
3aJ€KUTh Bifl TSUKKOCTI TimlepriiikeMii 1 MIBHAKOCTI PO3Mi3HaBaHHs XBOpPOOW Ta TpU3HAdeHHs JiKyBanms. Came paHHE
3'SCyBaHHSI MOJICKYJISIPHOI €TioJIorii 3a JIOTIOMOTOI0 T€HETUYHOTO TECTYBAHHS MA€ IIEPIIOYEProBe 3HAYCHHS, TOMY BOHO
HoKaszaHe y BCiX Bunajgkax giabery, giarnocrosatoro y sini go 12 mic. Myraiiig rena INS € 1pyroio 3a NoImmpeHicTio mpu-
YUHOK [iabeTy Ha MEPIIOMY POIi JKUTTSI.

VY crarTi HaBeeHO KITHIYHUN BUIIAZ0K 100 KATHIKO-NapaKIiHIYHIX Ta MOJIEKY/IIPHO-TEHETHYHIX 0COOIUBOCTEl Tiepe-
6iry HEOHATAJIBHOTO I[yKPOBOTO JiabeTy, BUKINKaHOTo MyTarticio rera INS. Ha ocHOBI HaBesieHOTO BUTIA/IKY TIOKA3aHO He00-
XIZIHICTh KOMILIEKCHOTO MiAXOY 10 00CTEKEHH AiTel 3 Mi03p0I0 Ha HeOHAaTaIbHUI IyKPOBHIA iabeT 3 MeToio Beprdikaii
BapiaHTiB HO30JI0Tii, (POPMyBaHHS T1ePCOHI(pIKOBAHOI TAKTUKHU JIKYBaHHsI, BU3HAUEHHsI IIPOTHO3Y Ta 3a0e3IIeYeHHsl BICO-
KOTO PiBHS ME/IUKO-TEHETUYHOTO KOHCYJIBTYBAHHS B TIO/IAJIBITIOMY.

KirouoBi citoBa: HeoHaTaIbHUN I[yKPOBUIL iabeT, MOJIEKY ISIPHO-TEHETIYHE J[OCII[PKEHHSL.

HeOHaTaﬂbHMﬁ iykposuii miaber (HIL/]) € pig- crarHBOIO KibKicTIO ab0 BIICYTHICTIO TIUPKYJIFOI0Y0-
KiCHUM TeHETUYHUM 3aXBOPIOBAHHAM, SIKe Bpa- IO iHCYJiHY, IO BUHUKAE TEPEBAKHO Y Billi /10 6 mic,
skae 113 90000—160 000 Hapomkennx sxkuBuMn. [ene-  pigko — y Biti Bix 6 mic 1o 1 poky [5].

TUYHI IPUYUHE HEOHATAJIBHOTO Miabetry Ta giabery 3 3aB/ISIKH IIMTUPOKOMY BIIPOBA/KEHHIO MOJIEKYISIPHOT
pPaHHIM MOYATKOM BIJIPI3HSIOTHCS 3aJI€KHO Bijl TeO- JIIarHOCTUKU YSBJIEHHS PO €TIOJIOTiI0 Ta MaToreHes3
rpadii, moxomKeHHs Ta KpoBHOI ciopiznenocti. Heo-  HIL/I kapauHanmbHuM ymHOM 3MiHMIOCA. PaHire iioro
HATAJbHUI IIyKPOBUIT iabeT XapaKTePU3YEThCS HAa-  POSTJISIIAJIN K BapiaHT giabety 1 tuiy, mo Manidecrye
SBHICTIO TSKKOI TilleprJiikemii, TIOB’si3aH0i 3 Hejo- B paHHboMY Billi. OiHaK TPOBEJIeH] TPOTSATOM OCTaH-
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HiX IeCATUMTD JOCTIIKeHHS TPOIEMOHCTPYBAJH, IO
HII/I € He aBTOIMYHHUM 3aXBOPIOBAHHSIM, a Pe3yJIbTa-
TOM MHOXUHHUX MyTaliii y pidHux remax [12].
3axBOPIOBAHHS MOSICHIOIOTD JIBOMA OCHOBHUMU IPyTIa-
MU MeXaHi3MiB: BaJI010 PO3BUTKY ITiANNIYHKOBOI 3aJ10-
31 ab0 AHOMATLHOIO (DYHKITEIO B-KITITHH T ILTYHKO-
BOI 3aJi03U, dKi CeKpeTyloTh iHcyJiH. binbmrictsb
Bunazakis € monorexarmu, 80—90 % ypakeHux ocib
MAlOTh MATOTEHHUN BapiaHT B OAHOMY i3 OJIM3HKO
20 renis. Etiosoris giabeTy BHACTIIOK [IMX BapiaHTIB
reHa 3yMOBJIEHA 3MIHOI0 CHHTE3y ab0 CeKpellil iHCyJIi-
ny (KCNJ11, ABCCS, INS, GCK, SLC2A2, SLC19A2,
REX6), nucrenesiero mianmurynkoBoi 3anosu (PDXT,
PTF1A, HNF1B, RFX6, GATA4, GATAG6, GLIS3,
NEUROG3, NEU) Ta/ab0 TOIIKOAKEHHIM B-KIITUH
(INS, EIF2, AK3, IER3IPI, FOXP3, WFST) [ 2], ne3nau-
Ha YacTHHA BUIIAJKIB HEOHATAIbLHOTO Aiabery € imio-
natnanumu [6]. HemaBHi gocstipkeHHs MoKa3asiu, Mo
Jiabet y OibIIOCTi MAIIEHTIB, Y IKUX [[IarHOCTOBAHO
noctittnniit HIT/[ 1o 6-Micsiaroro BiKy, iMOBIpHO, He €
aBTOIMYHHUM 32 TIPUPOJIOI0 Ta CIIPUYNHEHUN MyTa-
€10 B T€TEPO3UTOTHOMY ab0 TOMO3UTOTHOMY CTaHi B
OJTHOMY 3 MO>KJINBUX I'eHiB, 30KpeMa My TaIli€l0 B TeHax
KCNJ11i ABCCS, mo xonytoth /Bi 6iK0Bi cyboarHu-
mi (Kir6.2 i SUR1 Bigmosiguo) AT®-uyrtiansoro
KaJieBOTO KaHasy, i B reni INS, 110 KOJye€ iHCyTiH, 1110
€ Hainommpeninmmu npuaunaamu |15, 16]: #a ixuio
yactky npunazgaino 31 % (KCNJ11),12 % (INS)i 10 %
(ABCCS8) BumnazkiB y Besukiii xoropti Exeter [3].
TeHeTnyHa OCHOBA TPAH3UTOPHOTO AiabeTy TaKosK OyJia
BU3HAUeHa 3 aHOMaJsIMU Xpomocomu 6q24, 1o cra-
HoBJATH Tronazx 70 % BUMAAKIB, i MyTaIlisiMu B reHi
KCNJ11 abo ABCCS8 y 6imusbko 25 % Bumajkis [4].
BusnaueHHsI OCHOBHOI FeHETUYHOI TPUYNHU CIIPUSIIIO
TOJTITIIIeHHIO JIiKyBaHH4 nanienTis i3 HIL/, cipuyn-
HenuM myTarieto B reri KCNJ 11 abo ABCCS, ockinbku
IUX TAI[EHTIB 4acTO MOKHA e(peKTUBHO JIKyBaTH
MEPOPAIBLHOIO TEPAIT€I0 CyIb(MOHITCEYOBUHU, & HE
IHCYJTIHOM, 31 3HAQYHUM MOJIIIIEHHSIM TJiKeMiuHOTO
KOHTPOJIIO Ta SKOCTi sKkuTTd [14].

3aJexkHO Big Tepebiry BUALIAIOTH B OCHOBHI
(hopmu 3axBopioBanus: tpansutopanit HII/ (tran-
sient neonatal diabetes mellitus (TNDM)) i nepma-
nentauil HIT/T (permanent neonatal diabetes mellitus
(PNDM)), ski Bifipi3HAIOTHCS 32 TPUBATICTIO iHCYJIi-
HO3aJIeKHOCTI Ha PaHHIX CTaisX 3aXBOPIOBAHHS.
IIpore Hemae KOAHUX KJIIHIYHUX O3HAK, 3a SKUMU
MoskHA Oys10 6 BU3HAUUTH, 4i Oyze Y HOBOHAPOIKE-
HOTO 3 I[yKpoBuM jiaberoM (aje 6e3 iHImxX AncMop-
(hivHMX 03HAK) MOCTIHHWIT YU TUMYACOBUI TIepebir
saxBoptoBatts. TNDM — 1ie opyiieHHst BUpOOIeHHST
IHCYJTiHY, sIKe ITOCTYTIOBO 3HUKAE TTOCTHATAJIBHO 1 CTa-
noBuTh Bix 50 10 60 % BUIIAIKIB HEOHATAIBHOTO Jia-
GeTy. 3a3BUUAIl CIIOCTEPITAETHCS 3aTPUMKA BHYTPIlil-
HBOYTPOOHOTO PO3BUTKY: JIiTH HAPOIIKYIOTHCS 3 MEH-
III0T0 MACOIO TijIa TTIOPIBHAHO 3 TAaKOIO, MO BiATIOBIa€
TepMiHy recrartii (< 2 neprenTtuieit). Bucokuii cty-
MiHb BHYTPIIIHLOY TPOOHOT 3aTPUMKU 3HAYHOIO MipPOTO
MOB’SI3aHUI 13 BU3HAYATIBHOIO POJLIIO iHCYTiHY B
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eMOPIOHAIBHOMY POCTi, 0COOJUBO MPOTSITOM OCTaH-
HBOTO TPUMECTPY BariTHOCTI. BupobsenHs iHCymiHy
HEJIOCTATHE, 1110 TIOTPeOY€ eK30T€HHOT iHCYTIiHOTepaTTii
[11]. AnTHTiA 1O OCTPIBIEBUX KJITUH MPHU IHOMY
(heHoTHUII HE BU3HAYAIOTHCS, ACOITIAIlis 3 TATLIOTUIIAME
reniB HLA wnacy Il, XapakTepHUMHU 71T IIyKPOBOTO
mpiabery 1 Tumy, BigcyTHs. BinbiicTs HamieHTiB oxy-
JKYIOTB ITPOTATOM POKY, ajie B JIESIKUX CIIOCTEPITaeEThCs
cTifiKa HelepeHOCHICTD IJII0K03H Ta,/a0b0 PELUANB Jia-
6eTy B M3HBOMY JIUTHHCTBI 200 opocomy Bitti. Xoua
111 pEIIUINBY 3a3BUYAN BiZITTOBIAIOTH HEABTOIMYHHOMY
mabery 1 TuIy, 3a/UIIAETHCS HE3PO3YMINUM, YU €
BOHU IIPUYUHOIO JIeDiliuTy iHCYIiHY Ta/ab0 iHCYTiHO-
pesucterTHoCTi [13].

[Hepmanentnuit HIL/ Tpamisgerbcs memmo pimiie,
HiK TPaH3UTOPHA (hopMa 3aXBOPIOBAHHS, PO3BUBAETD-
cs B HEOHATAJIbHUN TEPioj] i HIKOJU He TPOXOAUTH
crafii iHcyaiHOHe3asmexkHocTi. Ha Biaminy Bim HOBO-
Hapospkennx i3 TNDM npu PNDM cexpertist iHcystiny
MANITYHKOBOIO 327103010 HIKOJIM HE BiTHOBJIOETHCS,
XBOPI 3aTMIIAIOTHCS 1HCYTIHO3ATe;KHUMU BCe SKUTTSI.

3Mminu B redi incyainy (INS, OMIM * 176730) €
JIPYTOIO 32 TOMUPEHICTIO TPUINHOIO TTOCTIHHOTO HEo-
HataabHoro aiabery [3]. Ten INS snoxamisyerbcs Ha
KopoTKoMYy Tutedi xpomocomu 11p15.5, ckmamaernes 3
3 ek30HiB (ek30H 1 HEKOAYIOUMii) Ta JABOX iHTPOHIB.
Jpyrnii eK30H KO/ly€e CUTHAJIbHUI TTenTu 1, B-anirior
ta vacTuHy C-MenTuiy, TPeTili eK30H — 3aJHIIoK
C-nenrtuzy Ta A-yanitior. Yei myTaitii B reni INS MoskHa
PO3IINTH Ha ABI IPYIU: YCHAJKOBaHi 32 aBTOCOMHO-
nominanTHuM (AT) Ta aBTOCOMHO-PEIeCUBHUM THIIOM
(AP). Binpiricte — 1€ TETEPO3UTOTHI MyTallii, 110
BIUINBAIOTH HA CTPYKTYPY NPENPOiHCYJIiHY, BOHU Tiepe-
JIAI0THCS aBTOCOMHO-JOMiHAHTHUM Tsixom [16].
AHoMaIbHUT TIPOIHCYJIIH TiJIAEThCS Jlerpajiallii B
eHzioriazmaTaHomy peruxyaymi (ER), o npusso-
IUTh 10 cuibHoro crpecy ER i sarubeni B-kiaitu [9]
(PUCYHOK).

Ocranni gani cBigyath Ipo Te, MO MyTallil B TeHi
INS He 060B’s13K0BO TIPU3BOISATH 10 3arubesti B-KITiTHH,
a xponiuanit ER-cTpec mepermkomkae pocTy Ta pos-
BuUTKY B-kuitud [1]. amienTn 3 myTtaitigvmu B reHi INS
MOXKYTb KJIIHIYHO Haraj[lyBaTW TAIiEHTIB i3 pPaHHIM
nodaTkoM giabery 1 tumy. Xoua GibInicTh BUTIAIKIB
JaTHOCTYIOTh 710 BiKy 6 Mic, TOBiOMJISIOCS TIPO
BUIIQJKK, JiarHocTOBaHi y Bini Omspko 12 wic.
L.R. Letourneau Ta criBaBT. yCTaHOBUJIN, 1[0 CEPe/IHIN
BiK Ha MOMeHT BcTaHoBJienHs jgiarno3dy —10 tux [8].

VYei martientn i3 myrartieio B reti INS moTpebyoTh
PaHHBOTO TMOYATKY Tepartil iHCYJIiHOM, 1110, iMOBIpHO,
3HUKYE TIOTPEOY B €HIOTEHHOMY BUPOOHUIITBI iHCY-
JIIHY B-KJIITHHAMY TiANITYHKOBOI 3a71031, 3MEHIITYI0UN
KIJIbKICTh HEY3TOIKEHOTO IIPOIHCYJIIHY, SKUH BUPOO-
gsietbest Ta 306epiraeroest B ER. Tleit ederr moxe
3MEHIUTH 3aruOesib B-KJTHH 1 30€PerTH AesIKY Kijib-
KiCTh €HIOTeHHOTO BUPOOHUIITBA IHCYJIIHY Ta 3arajib-
Hy B-xuaitunHy (GyHKITIO [7].

Taxum ynnom, HIL/L ciig po3riasagat B HEMOBJIAT
3 THCYJTIHO3a/IEKHOIO TIllePTIIiKeMi€lo (3 piBHEM TJIIO-
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KO3W B KpPOBI, MO TOCTiiiHO mepeBunrye 250 Mr/mn
(13,89 mMmomb/n)), 6Ge3 aJIbTepHATUBHOI E€TIONOTIL.
HeonaTosiorn MaioTh 3amizio3putu giabet, sKIio rimep-
riikeMist 3bepiraerbes monan 7—10 auis. [Jeski site-
paTypHi JpKepesia TaKOX MPOMOHYIOTh MPOBOIUTH
reHeTUYHe TeCTyBaHHs, AKIIO rinepriikeMis 36epira-
erbes micss nepmux 2—3 Ttk kutta [10]. Oxnak
TAIIEHTaM 13 TOCTPOIO EKCTPEMATBLHOIO TITTePIIIiKEeMIEI0
(piBeHb rmoko3u B cuposariii kKposi > 1000 mr/mn
(55,56 MMoJIb/71)) Ge3 yCTaHOBJIEHOI IPUYMHU CJIiJ
HETAalHO TTPOBECTU TEHETUYHE TECTYBAHHS HE3aJIEKHO
Bij yacy ii manidecrarii [7].

Mera po60TH — Ha NPUKJIA/I KIIHIYHOTO BUTIAIKY
3 BJIACHOI MPAKTUKN PO3ITUPUTH 3HAHHS JIiKapiB-TIe/1i-
aTpiB Ta HEOHATOJIOTIB 10/I0 KJIIHIKO-TTapaKJJIiHIYHNX
ocobsmBocreii iepebiry HIT/. JociiakeHas BUKOHA-
Hi 3 JJOTPUMAHHIM TPUHIMIIB GiOETUKY BiAOBIIHO
no lesbcinebkol gexsapariii. Ha mpoBeneHHsT Bcix
KJTIHIKO-TIapaKJIiHIYHUX JOC/KeHb OTPUMAHO TOiH-
(opmoBany 3rojy 6aTbKIB IUTHH.

Misuunxa M., Big 1pyroi BariTHOCTI, sika nepebiraia
na i II/] 1 tumy B marepi (xBopie 3 11 mic). [lepma
BariTHICTh 3aKiHYMJIACh BUKWIHEM Yy HepIINil TpH-
mectp. CriazikoBicTb 110 JIiHiT MaTepi 00TsAKeHa Iy KPO-
BuM giaberom 1 tumy B ii 6aTbka Ta mixycs. [Tosoru I1,
MIJISXOM KecapeBa PO3TUHY B TEPMiH recTartii 38 TIK.
JliBunnka Hapojuiacs 3 macoio tisia 3120 1, roBxuHa
tiza — 50 cM. 3araabHUN cTaH ANTUHN TPU HAPOKEH-
Hi omiHeHo sAK 3amoBiabHuit. Ha 4-ty 100y KUTTS
JINTHHY BUTTMCAHO JI0/I0MY. PiBeHb Ti1ikemii Ha MOMEHT
BUNUCKU cTaHOBUB 3,8—4,6 MMOJIb/JI HaTIE Ta JI0
6,0 MMOJIb/JT Yepe3 2 TOJI MicJisl TOAYBaHHS. Y TI0/[alb-

IIOMY TIOMICSIIIST IUTUHY OIJISIIQIN CIMeMHUH JiiKap Ta
€HJIOKPUHOJIOT. PiBeHb TyrikeMii OyB y MeKax HOPMU.
Mepumux 2 mic guTrHa nepedyBaia Ha TPYTHOMY BUTO-
JIOBYBaHHI, Ha/laJli — Ha TPYTHOMY BUTO/IOBYBaHHI Ta
BHMCOKOQ/IANITOBaHIll MOJIOUHIH cyMillti.

V Bini 4 mic 3i ckapramMu Ha HOTpeOy B 4acTOMY
MIPUKJIAIaHHI 10 TPyAeil, BUPa3HU HEeCTOKiN TUTUHN
Martip 3B€pPHYJIACS 0 €HAOKPUHOJIOTTIHOTO BiILIEHHS
YepHiBeIbKoi 067aCHOT IUTSUYOT KIIHIYHOI JiKapHi,
KyJIU B MOAAJBIIOMY IUTHHY OYJIO TOCIHITaNi30BaHO.
OOG’ekTUBHO IIPU TOCINTAJI3alll: cTaH AUTUHU Cepe/l-
HbBOI TSKKOCTI 3 03HaKaMU KeTOalM/103y Ta TineprJi-
kemii. [[uTHA B CBiJIOMOCTI. 3arax areToHy y BUIU-
XyBaHOMY NOBITpi. Typrop TkaHWH 3HUKEHUH, Tirlepe-
Misl MIKIpKU B MIJISHIT 30BHINIHIX CTATEBUX OPTaHiB.
CepiieBi Tonu putMmiuHi, gemto npuriayieni. Hax Je-
reHsIMU — Be3UKYJIsIpHe auxanus. ;KuBiT M'sKuii,
MOMIpHO 30i/bIIIeHMIT y PO3Mipax, MeviHKa BUCTYTIaa
Ha 1,5 cm i3-miix pebepHoi xyru. CedoBUIIIEHHS YacTe.
Bunoposxuennst — 6e3 ocobauBocreil. Maca Tisa mpu
rocuitamnizamnii — 5500 r, qoBxuHa Tija — 58 cm.

[Mapakainiydi Metogu 0OGCTEKEHHS: 3arajbHUI
aHaJi3 Kposi: reMoryiobin — 117 t/x1, epurporuru —
4,0 T /n, rpomGorutut — 393 T/, sefikonuru — 6,7 T' /1,
MaTUIKosiiepHi neiTpodinu — 4 %, cermenTosiepHi
Heiirpodinm — 20 %, eosunodinu — 6 %, mimdboru-
™ — 60 %, monountu — 10 %. PiBenn riikemii Ha
MOMEHT TocriTasnizaiii — 23,8 MMoJb/J1. 3araabHuil
aHasTi3 ceyi: piBeHb TIIIOK03W — 2 %, KeTOHypist (++++).

[lomaTKoBi 1OCTiAXKEHHS: PiBEHD TJIIKO3UTHOBAHOTO
remoryiobiny — 8,2 %, C-nerrruy — 0,87 ur/ma (Hop-
Mma — 0,81—3,85 ur/mu), anTrTina 10 THpO3MHbOCha-
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TabAanug

PiBeHb raikemii mia, yac nepebyBaHHs B CTalioHapi, MMOAb/A
lToamHa 1-i 3a6ip  2-1 3a6ip  3-1 3a6ip  4-i 3a6ip
08:00 11,2 10,0 10,5 10,3
11:00 16,4 14,0 141 9,6
13:00 10,4 14,8 11,7 13,1
17:00 12,4 12,4 12,7 10,3
19:00 11,3 131 12,2 14,0
21:30 17,6 18,0 18,0 11,5
02:00 12,1 10,0 11,7 12,5

tazu (IA-2) — 3,13 On/mn (nopma < 28 Om/mn),
AHTUTLJIA 10 TJIYTaMiHOKHUCJOI JIeKapOOKCUIasu
(GADA) — 5,38 Ox/ma (Hopma < 17 Omx/man).

[luramika piBHS TTiKeMil 3a Tepiof] CTaIlioHapHOTO
JIKyBaHHS HaBelleHa B TaOJIMIIL.

Ha migcraBi anux 10CiKeHb YCTAaHOBIECHO KITHIY-
Huii giarnos: Iykposuil giaber 1 Ty, TsxKa Gopma.
Keroaruos cepennboro cryrens tsixkocti. HILJL?

[IpoBenene JikyBaHHS: TpyjHe BUTOJOBYBaHHH,
JIOTO/IOBYBAHHSI BHCOKOQIAIITOBAHUMU MOJIOUHUMU
cymimamu, Gosoc-6asucHa iHcysiHoTeparis (HOBO-
paiij ta mporodan y 103i 4,5—5,0 On/n06y).

KOHGAIKTY iHTepeciB HEMaE.

3 oryisity Ha 1e6I0T 3aXBOPIOBAHHS B 4-MiCTIHOMY
Billi TA CITAIKOBUI aHaMHe3 /IJIsT YTOUHCHHS AiarHO3Y
PEKOMEHIOBAHO MPOBEIEHHS MOJIEKYISPHO-TEHETUY-
HOTO TEeCTYBaHHS AUTUHU Ta il MaTepi. 3a pe3yJibra-
TaMU MOJEKYJASPHO-TeHETUIHOTO OCTIIKEHHS
JIBYMHKU B 000X BUIIAJKAX BUSABJIEHO MyTAIlil0 reHa
INS, 30xkpema Bapiant ¢.94G>A (p.Gly32Ser) y rere-
PO3UTOTHOMY CTaHi, 110 miarsepansao aiarnos HIT/T.
Ockinpku myTariis B reni INS maituacrine acortiiio-
Bana 3 nepmanenTHoo ¢dopmoro HIL/I, Bukonanns
TEHEeTUYHOI JIaTHOCTUKU A0 3MOTY BU3HAUUTHUCH 3
TaKTUKOIO JIIKYBaHHS Ha KOPUCTH TTPOIOBKEHHA iHCY -
JIIHOTEpAIii.

BucHoBku

HeonaranbHuit iryKpoBuil giabeT — TsrKKa maTosio-
Tist €HIOKPUHHOI CUCTEMH, SIKY /1iarHOCTYIOTD Y JiTei
nepmux Micaiis kutts. [IpepcraBiennili KiIiHIYHUI
BUINA/IOK JIEMOHCTPYE, IO MOJIEKYJISIPHO-TeHEeTHYHe
JOCJTIPKEHHS € HeB1/T €EMHOIO CKJIQI0BOIO 1IaTHOCTUKA
HII/I, mo gae 3mory BepudikyBaTu MyTaIlifo Ta mpo-
BeCTH MuEPEHITiiHY IarHOCTUKY MiK TPAH3UTOPHOIO
Ta MEPMAHEHTHOIO (hOpPMaMU HEOHATAIBHOTO Jiadery,
a Takoxk 00paTH nepcoHiikoBany Tepario.

A>xkepeaa piHaHCyBaHHS. BUKOHaHHS LIbOro AOCAIAXKEHHS! Ta HanMcaHHs PyKonmcy 6YAO BUKOHaHO 6e3 30BHILLIHbOro (hiHaHCyBaHHSI.
Yuacte aBTOpiB: KoHUenuis Ta Am3aniH AocAisakeHHs — O.K. Koaockosa, T.M. Kpeuy, H.M. Kpeuy; 36ip Ta onpauoBaHHs
matepiany — T.M. Kpeuy, B.I1. Amutpyk, M.l. KocTiB; aHaAi3 oTpumaHux AaHux, HanvcaHHs TekcTy — O.K. Koaockosa,

H.M. Kpeuy.
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Neonatal diabetes caused by ins gene mutation (clinical case)

O.K. Koloskova', N.M. Kretsu', T.M. Kretsu?, V.P. Dmytruk?, M.I. Kostiv2
"Bukovinian State Medical University, Chernivtsi
2The Municipal Non-Commercial Enterprise «Chernivtsi Regional Children’s Clinical Hospital», Chernivtsi

Neonatal diabetes mellitus (NDM) is a rare genetic disorder affecting 1 in 90,000 to 160,000 live births. NDM is defined
by the presence of severe hyperglycemia associated with insufficient or absent circulating insulin, which occurs mainly
before the age of 6 months and rarely between the ages of 6 months and 1 year. Based on the duration of insulin dependence,
two main types of disease have been described: transient neonatal diabetes, which accounts for 50—60 % of cases and
usually resolves by 18 months of age, and permanent neonatal diabetes, which is less common and by definition does not go
into remission. Infants with NDM may have vague clinical manifestations that may vary from asymptomatic hyperglycemia
to polydipsia, developmental delay, vomiting, irritability, or acute conditions with the development of severe dehydration,
convulsions, and ketoacidosis. The prognosis of the disease clearly depends on the severity of hyperglycemia and the speed
of recognition of the disease and the appointment of treatment. It is the early clarification of the molecular etiology using
genetic testing that is of primary importance, therefore it is indicated in all cases of diabetes diagnosed before the age of
12 months. INS gene mutation is the second most common cause of diabetes in the first year of life.

The article presents a clinical case of clinicalparaclinical and moleculargenetic features of the course of neonatal diabetes
caused by a mutation of the INS gene. On the basis of the given case, the need for a comprehensive approach to the
examination of children with suspected neonatal diabetes mellitus is shown in order to verify nosology options, form
personalized treatment tactics, determine the prognosis and ensure a high level of medical and genetic counseling in the
future.

Keywords: neonatal diabetes mellitus, molecular genetic research.
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