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decreased vitamin D level in pregnancy or early childhood may
be associated with diabetes risk, but the evidence is not yet con-
clusive. Low level of vitamin D has also been shown to have
negative effect in beta-cells function. In our work the influence
of vitamin D deficiency on the gravity of manifestation of type
1 diabetes in children was estimated.

Aim. To discover vitamin D deficiency and its effect on gly-
cemic control in newly diagnosed type 1 diabetic children in
Armenia.

Material and methods. Newly diagnosed type 1 diabetic chil-
dren were investigated (n=74). In all children the level of vitamin
D and glycohemoglobin on the 4th day of diagnosis were evalu-
ated. Vitamin D normal range lies between 13—67 ng/L.

Results. There were 51.35% (n=38) boys and 48.65%
(n=36) girls by sex distribution. Distribution by age groups was
as following: 0—4 years, n=14, 5—9 years, n=23, 10—14 years,
n=32 and 15—17 years, n=5. Vitamin D deficiency was found
in 58,11% patients (n=43). By age groups vitamin D deficiency
was as following: 0—4 years — 78,55% (n=9), 5—9 years —
47,83% (n=11), 10—14 years — 62,5% (n=20), 15—17 years —
60% (n=3). In 78,38% of cases (n=58) there was ketoacidosis
on admission, and in 21,62% (n=16) — only ketosis. Moreover,
vitamin D deficiency predominantly was met in the group of
ketoacidosis cases (n=39, 67,24%), and in the ketosis group de-
ficiency was seen only in 4 (25%) patients. Average HbA  was
almost the same in the group of vitamin D deficiency and with-
out (9,68 and 9,36%respectively).

Conclusion. Positive correlation between severity of mani-
festation of disease and vitamin D deficiency have been re-
vealed, and probably vitamin D deficiency has an impact on the
further course of diabetes. Therefore it can be suggested to see
the level of 250H vitamin D in all cases of newly diagnosed
DMT1, and include the management of vit D deficiency in the
protocol of DMT1 treatment.
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BAUAHUE AEONLIMTA BUTAMUHA D HA
MPOABAEHMA U TEMEHUE CAXAPHOIO AMABETA
1-TO TUMNA Y AETEM
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Bgenenune. ButamuH D Kak TOpDMOH BOBJIEYEH BO MHOTHE
Mpouecch (HOpMalbHOE MO3roBoe (hOpMUPOBAHKE, TIPOTUBO-
oryxosieBblit a(pdexT, cepaeuHo-3aUTHbIN 3 HEKT, UMMYH-
Hag 3ammrTa U T.1.). [Ipu caxapHoM nuabeTe 1-To TUITA OBLIO
BBISIBJIEHO HECKOJIbKO FT€HETUUECKUX U SMUAEMUOJIOTUYECKUX
¢akTopoB. EcTb HEKOTOpBIE 3MUAEMUOIOTMYECKUE A0Ka3a-
TEJIbCTBA, YTO MOHWXEHHBIN ypOBEeHb BUTaMUHA D BO Bpems
0epeMEHHOCTU WIM B PAaHHEM JETCTBE MOXET OBbITh CBSI3aH C
PUCKOM AuadeTa, HO 10Ka3aTeIbCTBA €1lle HE OKOHYATEJIbHBI.
Huskuit ypoBeHb BUuTaMuHa D nmeeT oTpuuaTeabHblil 3¢-
ekt B pyHKIIMK OeTa-KieTok. B Haiieit pabote Mbl olleHUIU
BUsiHUE neduuuTa BUTaMrHa D U ero cepbe3Hble MOCHIE-
CTBUS B IPOsIBJIEHUHU Auabera 1-ro Tumna y netei.

Leap — oOHapyXuTh neduUUT BUuTaMuHa D u ero Biausi-
HMe Ha TJIMKeMUYeCKUil KOHTpoib y neteit ¢ CIl 1-ro tuma B
ApMeHuu.

Marepuan u meroapl. MccinenoBaHbel 1€TU ¢ MEPBUYHO
BBISIBJICHHBIM AradeToM 1-ro Tuma (n=74). Y Bcex aeteii ObuT
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OlLIEHEH YpPOBEeHb BUTaMMHA D M TiamkoreMorioOuH Ha 4-it
IeHb quarHo3a. HopmanbHbId auamna3oH BuTamMuHa D Haxo-
autcs mexny 13—67 Hr/i.

Pe3yabtatbl. 51,35% OONBHBIX COCTaBUIM MAaTbYUKU
(n=38) u 48,65% — neBouku (n=36). PacmipeneneHue mo Bo3-
pacTHoli rpymre cienytomee: 0—4 roma — n=14, 5—9 et —
n=23, 10—14 ner — n=32 u 15—17 ner — n=>35. dedpuur Bu-
tamuHa D 6bu1 HaiineH y 58,11% (n=43) nanuenTos. dedu-
T BuTamuHa D 1o Bo3pactHoii rpymme: 0—4 roma — 78,55%
(n=9), 5—9 ner — 47,83% (n=11), 10—14 ner — 62,5%
(n=20), 15—17 ner — 60% (n=3). B 78,38% cayuyaeB (n=58)
ObL1 KeToaluao3 Mpu ImocTymieHun u B 21,62% (n=16) —
TOJbKO KeTo3. KpoMe Toro, nepuuut BuramuHa D nipeobna-
JaJl B TpyIIe Keroaumosa (n=39, 67,24%), a B rpyIie KeTo3a
ObL1 3aMeY€EH TONbKO Y 4 nauneHToB (25%). Cpennuit HbA
obu1 9,68 % B rpymme ¢ gedpunrrom ButaMuHa D u 9,36% B
rpyrie — 6e3 neduiura.

BoiBoapl. IlonoxurenbHass KOPPEISLUs MEXIY Cepbe3-
HOCTBIO IIPOSIBIIEHMST 0OJE€3HM W Ae(PUIUTOM BUTamMuHA D
ObLTa OOHapyXeHa, U, BEpOsITHO, AeUuLMT BUuTamMmruHa D Biu-
seT Ha JajibHeiilliee TeyeHue caxapHoro nauabera. [TosaTomy
MOHO TIPEJIOXUTh ONpeneauTh ypoBeHb 25-OH BuTamuna
D Bo Bcex ciyyasix HegaBHO auarHoctupoBaHHoro CJI 1-ro
TUIIA ¥ BOCIIOJHSThH AeUIIUT BUTaMUHA D, BKITIOYas ero B
nporokoJe JeueHus CJI 1-ro tuma.

KJIFIOYEBBIE CJIOBA

Jedbuunta ButamuHa D, caxapHblii nuader 1-ro Tuma y
JeTeil, KeToaluao3.
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Introduction. Neonatal diabetes is a rare disease and it is
frequently caused by a mutation in the KCNJ11 gene, which
encodes the Kir6.2 subunit of the ATP-sensitive potassium
channel. If the neonatal diabetes is associated with epilepsy and
developmental delay, then the diagnosis is of DEND syndrome
(developmental delay, epilepsy and neonatal diabetes).

Aim. To determine which are the best methods of diagnosis
and treatment for a child with neonatal diabetes.

Methods and results. We present the case of a 9 years old
girl, diagnosed with neonatal diabetes at age 3 months, who was
first admitted to our clinic in December 2015 for frequent epi-
sodes of hyperglycemia at home and absence seizure lasting
2—4 minutes, suggesting minor epilepsy. The patient was treat-
ed with insulin from the moment of diagnosis until age 9
months, then with oral antidiabetic agents until January 2015,
when she started again the insulin therapy in the context of per-
sistent hyperglycemia and a level of glycated hemoglobin
(HbA ) of 10.6%. Her physical examination revealed height
and weight according to age, with stable vital signs. The labora-
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tory findings were all unremarkable, except for blood glucose
values of 200—300 mg/dl and HbAlc level of 10.3%. The pa-
tient also had moderate mental delay, with an 1Q of 66. The
genetic testing for neonatal diabetes revealed a heterozygous
mutation in KCNJ11 gene, so the diagnosis was of DEND syn-
drome. We initiated the treatment with glibenclamide 3.5 mg, 8
tablets/day and we recommended cognitive functions’ stimula-
tion with exercises and reading 4-5 hours/day.

Conclusions. The genetic testing for the identification of a
mutation in KCNJ11 gene has an important impact on the ther-
apeutic approach in children with neonatal diabetes, as there is
the possibility to replace the insulin therapy with antidiabetic
oral agents, therefore improving the quality of life and possibly
the epilepsy seizures.
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Berynnenne. HeonaranbHbIi caxapHblii nuabet (HCI) —
penkoe 3abojieBaHUE, B OOJBIIMHCTBE CIy4aeB acCOLUMPO-
BaHHOE C aKTUBUPYIOIIMMU MyTarusimu B rene KCNJ11, ko-
mupytomiem  KHWP6.2  cyobemununy — AT®d-3aBucuMbIX
K-xananoB. Coueranne HCJ ¢ snuiencueid u 3amaep:KKoit
MCUXOMOTOPHOTO pa3BUTUs TMojyuyusio HazBaHue DEND-
cunapom (developmental delay, epilepsy 1 neonatal diabetes).

Less uccaenoBanusi — orpenesiuTh HaboIee ONTUMANTb-
HBI{ METOJ IMaTHOCTUKHU U JedyeHus mauvedTa c HCJI.

Mertoap! 1 pe3yiabTaThl. MBI IPUBOIUM OMUCaHUE 9-neT-
Heli manueHTku, crpanatouieit HCJI ¢ 3 mec Xu3HU, BriepBbie
MOCTYNMBIIEH B Hallly KIMHUKY B nekadpe 2015 r. B cBsI3M ¢
YaCTHIMU 3TMU30[JaMU TUTIEPTIIMKEMUN U CYTOPOKHBIMU TIPU-
CTyNaMu 1O TUIY abCaHCOB [UTUTEIHHOCTHIO OT 2 0 4 MUH.
C MOMeHTa IMarHOCTUKHU 3200JIeBaHM TTALIMEHTKe ObUIa Ha-
3HauYeHa UHCYJIMHOTepaIusi, KOTOPYIO OHa Iojydaia 1o 9 mec,
3arem g0 ssHBaps 2015 1. 6bUIM HA3HAYEHBI TIEpOpaIbHBIE ca-
XapOCHIDKAIOIIE MPenapaThbl, OMHAKO B CBSI3U C TIEPCUCTUPY-
IOLIEel TUMepriIuKeMueil U BHICOKUM YPOBHEM TJTMKUPOBaH-
Horo reMoriio6uHa (10,6%) nanee BHOBb Obl1a MHULIMMPOBA-
Ha uHCcyTnHoTepanust. [Ipu ocMoTpe B Haleil KIIMHUKE: POCT
¥ Macca Teja MalMeHTKA COOTBETCTBOBAIM Bo3pacTy. [Ipm
JTaGOPaTOPHOM 00CIeNOBAHUY OBLJIO BBISBIECHO TMOBBIIIEHUE
ypoBHS raukeMuu 10 200—300 Mr/m1 1 TIIMKAPOBAHHOTO Te-
Morno6uHa o 10,3%. Takke oTMeuanach yMEepeHHast 3a1epXK-
Ka YMCTBeHHOTO pa3Butus ¢ 1Q-66. [Tpu MoseKyasipHO-TeHe-
TUYECKOM WCCIIEIOBAHUM ObLa BBISIBJIEHA TETEPO3UTOTHAS
mytarust B reHe KCNJ11, 94T0 TO3BOIMIO TUATHOCTUPOBATH
DEND-cuHApoM M Ha3HA4YUTh JieYEHUE MIMOCHKIaMUIOM
(3,5 Mr) — 8 TabneTok B ieHb. Kpome Toro, 661 peKOMEHI0-
BaHBbl 3aHATHUS, CTUMYJIUPYIOIIAE MEHTAIBHOE Pa3BUTUE, U
YTeHUe 10 4—5 4 B I€Hb.

BoBoapl. Mnentudukamnusa myramuii B rene KCNJ11 'y
nauneHToB ¢ HCJI mo3BosisieT onpenenuTh TaKTUKY JaJlbHel-
1IeTO BeAeHUs TAKUX OOJBbHBIX, B YACTHOCTH SIBJISIETCSI OCHO-
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BaHHEM i1 Ha3HAYCHMUsI IEPOPAIbHBIX CaXapOCHIKAIOIINX
MpenaparoB, YTO IMPUBOAUT K YIYYIIEHUIO Ka4eCcTBa XKMU3HU
MMaLMEeHTOB ¥, BO3MOXHO, OKa3bIBAET ITOJIOXKUTEIbHOE BIIUSI-
HUE Ha TeYeHHe SMUICTICUN.

KJIIOUYEBBIE CJIOBA

HeonaranbHblii caxapnsbiii inadbet, DEND cunapom.
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SHORT STATURE IN ASSOCIATION WITH
CORNELIA DE LANGE SYNDROME — IT IS USEFUL
TO ADMINISTRATE RHGH?
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Cornelia de Lange syndrome (CdLS) is a very rare genetic
disorder that is apparent at birth (congenital). Since children
with CdLS are often compared to a typical child’s grow rate,
many are incorrectly diagnosed.

In the absence of the genotyping, the diagnosis would be
clinical: a range of criteria would be required, such as the facial
features and criteria related to at least one of the following : de-
velopment, behaviour or growth. Short-stature associated with
CdLS is usually due to GH deficiency or GH resistance. How-
ever the response to GH administration in patients with CdLS
was reported in a limited number of cases.

We present the case of a female child 4,11 years old reffered
for endocrinological evaluation of short stature. From her med-
ical history we mention: language delay and a pulmonary valve
regurgitation. At the time of evaluation, she presented short
stature (—2,32 SDS) with a —3 SDS growth velocity during the
past year, bone age was more than 2 years delayed compared to
the chronological age (2,5 years), weight and head circumfer-
ence below 5th percentile for age, synophrys, oral dystrophy,
micrognathism and thin upper lip, down-turned corners of
mouth, hypertrichosis, pulmonary systolic murmur, partial el-
bow extension.

Facial findings and criteria met for two major categories
confirm the CdLS. The endocrinological evaluation revealed
short-stature with GH deficiency based on two GH values be-
low 10 ng/mL during two stimulation tests. The patient began
treatment with somatropin 0,04 mg/kg/day and the patient
grew 3,5 cm in 6 months (—2,7 SDS for height).

This case suggests that adequate evaluation of patients with
CdLS and short stature could identify patients that are good
candidate for GH treatment in order to improve final height.
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C CUHAPOMOM KOPHEANUU AE AAHTE —
LIEAECOOBPA3HOCTb UCIMMOAb3OBAHUNA TP
PUAUSNHT-TOPMOHA
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Cunnpom Kopnenuu ge Jlanre (CKnJl) siBisieTcst penkum
BPOXICHHBIM TeHETUYECKUM 3abojieBaHMeM. BmecTe ¢ TeM
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