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CJIYYAM BPOXKIEHHOI'O TMIIEPUHCYJIMHU3MA Y PEGEHKA

KYPAKOBA JL.1O.%, IETPOBA H.H.*, K/IMIIO B.E.**

V3 «Bumebckas demckas obaacmuas Kiunuveckas OoavHuyax»*,
YO «Bumebckuii cocyoapcmeennuiii opoena [Apyaicovr Hapo008 MeOUYUHCKUT YHUBEPCUMEM »,

kageopa neouampuu**

Pe3tome. I uneprHCYTUHHU3M MIPEACTABIAET CO00i COCTOsIHNE, 00yCIOBIEHHOE HeaIeKBaTHOW CeKpeLreil MHCYTHHA
[B-xieTkamu MOMKETYIOUHOI JKee3bl HOBOPOXKICHHOTO. Ero mpruurHaMu MOTYT OBITh KaK KOMITIEHCATOPHASI THITCPILIA3Us
OTHX KJICTOK BCJICACTBUE TUIICPITIMKEMUH Y MAaTCPH, TaK U UHCYJIMHOMA, He3I/IJII/IO6J'IaCT03 N HCKOTOPBIC APYTHUC BPOKIACHHBIC
3a0oneBanus. [log HammM HabIroIeHNEM HaXOAMIICS HOBOPOXKICHHBIN peOCHOK, Y KOTOPOTro HaO0AaIach yCToiunBas
TUIIOTTIMKEMUA, PE3UCTCHTHAA K HpOBO}II/IMOﬁ TCparuu. B Xoae O6CHC}IOB3HI/IH My OB BEICTABIIEH JHUArHo3s <<Bp0)K}1€HHBIﬁ
TUIIEPUHCYIHMHU3MY. J{MarHo3 MoaTBEePKIACH MOJICKY ISIPHO-THHETHYECKUM MeTooM. B mocnenyromiem Obuia nogodpana
crenupuuecKas Tepanus, B pe3yabTaTe 4ero COCTOsIHUE peOeHKa OblJI0 KOMIICHCHPOBAHO.

Knrwouesnte cnosa: CUNEPUHCYTIUHEMUS, 2UNO2TIUKEMUAL, COMamomponglﬁ COPMOH.

Abstract. Hyperinsulinism is a condition caused by inadequate secretion of insulin by B-cells of the newborn’s
pancreas. The causes of it can be both compensatory hyperplasia of these cells due to mother’s hyperglycemia and
insulinoma, nesidioblastosis and some other congenital diseases. Under our observation there was a newborn child in
whom steady hypoglycemia, resistant to the employed therapy was noted. During the examination the diagnosis «congenital
hyperinsulinism» was made. The diagnosis was proved by means of molecular-genetic method. Thereafter specific therapy

was chosen, as a result of which the condition of this child was compensated.

MTIepUHCYIUHEMHS] U Te(PUIIUT KOHTPUH

CYJISIPHBIX TOPMOHOB (KOPTH30J1a, COMaToT-

POITHOTO TOPMOHA, TIIFOKaroHa) — Hanobo-
Jiee BEPOSITHBIE MPUYUHBI CTOMKOW THUIIOTTIUKE-
MHH Y HOBOpOXIeHHbIX. Hanbosee yacteie mpu-
YUHBI TUTIEPUHCYITMHEMHUHU Y HOBOPOXKIEHHBIX —
TUIepIUIa3us 6eTa-KIeToK MOIKeTyI0uHON kKe-
JIe3bl, MHCYTUHOMA WK He3uanobmactos [1]. Tum
JUCTIIIa31HA MOXKET OBITh YCTAHOBJIEH TOJIBKO TH-
CTOJIOTUYECKUM HCCIIEOBAHUEM TKAHU IOIKE-
JTyJIOYHOM eJe3bl (OHUOIICHs BO BpeMsi TaHKpea-
TOKTOMHUH WJIU ayTomcus). BameMy BHUMaHHUIO
MPEeI0CTaBISAETCS KIMHUYECKUH CiTy4yall TuarHo-
CTHKHU PEIKON NATOJIOTMH — BPOXKIEHHOIO THUIIE-
puHCyIuHU3Ma [2].

Aopec ona koppecnonoenyuu:210015, . Bumeock, yn.
Ykanosa, 0.29, k6.23, (8029)715-12-34. — Kypsixoea JILIO.

PebGenok M. (Myxk.), maTa pOXACHUS
11.11.08, nepeBeneH U3 pOAUIBHOIO JOMa Ha
BocbMble cyTKU B Y3 «B/IOKDB» B Ts3kenoM co-
CTOSIHUM C PE3KO CHUKCHHBIM MBIIIEYHBIM TO-
HYCOM U JIBUTaTEJIbHON aKTUBHOCTBIO, C OTCYT-
CTBHEM (PU3HOJIOTHYECKUX PEPIIEKCOB, CO CKIIOH-
HocThIO0 K Opaaukapaunu (UCC 120 B mun).

Pebenok ot 2-it 6epemennoctu (1-as Oe-
PEMEHHOCTh — J104b, 6 JIeT, 370poBa) Ha ¢GoHe
OPBU Bo BTOPOM U TpeTheM TpUMeCTpax 0e3 mo-
BBIIICHUS TEMIIEPATyphl, B 36 HEAenb aHEMUS.
Ponel B cpoke 40 Henenb rectanuu (IpexaeBpe-
MEHHOE U3JIUTHE OKOJIOILUIOTHBIX BOXT). Upesmep-
Has npubaBKa Macchl Tena. Bec npu poxxaeHun
3900, nimuHa 55 cM., OKPY’KHOCTB I'OJIOBBI 36 CM.,
OKpY>KHOCTb Ipyau 34 cm. OleHKa Mo LIKaiae
Amrap 8-9 6amioB. B nepBbie cyTkH y peOeHKa
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HaOIrofaJICs MPUCTYI alTHOD C LIMAHO30M, Yepes
HECKOJIBKO YacOB IPUCTYI MOBTOpuIICs. PeGeHOK
B3aT Ha VIBJI. Ilpu o6cnenoBanuu oOHApYKEHO
CHIKEHUS caxapa B KPOBH, JUIs JajbHEHILEro 00-
cienoBanus pedeHok nepeseneH B PAO B/IOKB.

OOmuii aHanau3 KpoBH, MOYH, PEHTIEH
nerkux, ¥3U opranoB OproIHoO# OJIOCTH U To-
noBHOro Mo3ra, DKI' 6e3 ocobennocteii. IToc-
JIe NPOBEJEHHON KOPPEKLUHUH TMIOITIUKEMUU
COCTOsIHUE peOeHKa CTaOUIM3UpPOBaNIOCh, HO
COXpaHsJIach TEHJEHIUSA K THIOINIMKEMUU Ha
(oHe MOCTOSTHHOM UH(Y3UN BBICOKOKOHIIEHTPHU-
pOBaHHOM IMIOKO3bI (Tukemus 1,92 —2,19).

BricTaBnen quarHos3: He3uano01acTo3?
DHiedanonaTisi HOBOPOKAECHHOTO, OCTPHIH 11e-
puoJ, CUHAPOM YTHETEHHUs LIEHTPAJIbHOUN He-
pBHOI cucteMbl. PebeHok HanpasiieH B T. MUHCK
s obcnenoBanus B ycnoBusx PHIIL «Mate u
IUTS» U Y3 «2-51 TOpOJIcKast IeTCKask KIMHUYEC-
Kast 0oJbHMLIA I. MUHCKa»

Cnemnano MPT ronosaoro mo3ra (5.12.08):
0€e3 MaToJ0ruu

Brmonneno KT opranos OpromrHoi moso-
ctu (28.11.08): momxkenynouHas xejes3a yBelu-
YeHa B pa3Mmepax: roysiopka 13 mm, temo 12 mm,
xBOCT 11 MMm. [Ipn BHyTpHBEHHOM KOHTPACTHOM
YCUJICHUH B 00J1aCTH F'OJIOBKH ONPEAETISIETCS 30HA
HAKOIIJICHUS] KOHTPAcTa 0 6 MM C IJIOTHOCTHIO
89-90E (unCcynmuaOMa?)

Ocmortpen reretuxom 15.01.09. 3axmroue-
Hue: BpoxieHHble 0COOEHHOCTH pa3BUTHS B
npeaenax GU3NOJOTHICCKON BaprHaOeIbHOCTH.
Hacnencreennsie 6ome3nun oomena? (Imukore-
H03?) CeneKTUBHBIN CKPUHUHT Ha HACJIEICTBEH-
HbIe 0oJie3HU 0OMeHa — HopMma, MASS-criekTpo-
MeTpHUs — HOpMa.

KpoBs Ha ropmons! Hatomak 12.01.09:
C-nentun —2712,86 nmons/n (caxap kposu 0,46
Mmoab/1). Ot 4.02.09 C-nmentug — 2198,12
MIMOJTB/I.

PebeHok HeoTHOKpAaTHO 00CIeI0BaH B yC-
JIOBUSIX SHAOKPUHOJOTUYECKOTO HayuyHOT'O LI€H-
tpa HUU nerckoit s3H10KpHHOIOrUH I. MOCKBBI,
IJIe €My YCTaHOBJIEH IUAarHO3: BPOXK/ICHHBIN T'H-
NEePUHCYIUHU3M. J[MarHo3 moaATBep>KIeH MoJie-
KYJIIPHO-TUHETUYECKH: BBISIBJIEHA T€TEPO3UTOT-
Hast myTaius R74L (de novo) B rene ABCCS.

Topmonanbubiit mpoduis (25.02.09) (aa
¢one runormukemun 2,4 Mmons/n): Macynun 34,8
E/n (N:2,3-26,4), C-nentun 7,5 ar/mn (1,1-4,4).

B HacTosmMii MOMEHT IO OCHOBHOMY 3200~
JeBaHUI0 peOEHOK KOMIIEHCUPOBaH (TIIHKEMUS
4,5-5,5 mmonb/n). [lomydaer canpocratu (aHa-
JIOT COMAaTOCTaTHHA, MOJABJISIOIIETO CEKPELUI0
uHcynuHa) ¢ 25.02.09 B no3e 0,4 Mr/cyTku, B Ha-
crosiee Bpems J103a cHikeHa 110 0,325 mr/cyTku
YUUTBIBAsI CTAOMIIbHYIO HOPMOIJIMKEMHUIO C TEH-
JeHIe kK runepriukeMuu (4,7-6,8 MMOIb/m).
B cBsi3u ¢ BbicokuM puckom pazsutus JKKb Ha
¢doHe nmprema caHA0CTaTUHA, a TAKXKE JTabopaTop-
HBIMHU NOKA3aTeIsIMU, CBUIETEIbCTBYIOLIUMU O
MOJAaBJICHUH CEKPELIMY TOPMOHA POCTa, PEKOMEH-
JIOBaHA 3aMEHa CaHI0CTaTHHA HA MPOTJIMKEH (J1-
A30KCHU/I) IO KOHTPOJIEM TITUKEMUHU.
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