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HeonaranbHasa runorsmkemus npu cunapome Jle Mopcbe
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O6CyXAAIOTCH MPUYMHBI U KPUTEPUM AMArHOCTMKKM CEeNTOOMTUYECKON AMCMAA3MKU, MAM cuHAPOoMa Ae Mopcbe. BHrmaHme sHao-
KPMHOAOTOB K CMHAPOMY Ae Mopcbe CBS3aHO C pa3sBUTMEM MPU 3TOM 3abOAeBaHWMM BTOPUHYHON MMMOMYHKLUMU SHAOKPUHHbIX
KeAe3 M COMaTOTPOMHON HEAOCTAaTOYHOCTM. ITUOAOTMS CENTOONTMHECKON AUCIAA3UM MyAbTH(DakTOpraabHa. OTMedeHa CBA3b
pa3BMTMS 3aDOAEBAHUA C aHTEHaTaAbHbIM BO3AENCTBMEM aAKOTOAS, HAPKOTMYECKMX BELeCTB, HEMPOTPOMHbLIX A€KAPCTBEHHbIX
CPeACTB, C NePUHATAABHO 3HAYUMbIMU MHMEKLIMSMU, SHAOKPUHHBIMK 3aD0AeBaHMAMM MaTePU, FeHHBIMM MyTaLMSMK, B HaCTHOCTM
MyTaumnammn reHa HESX1, koanpyiowero runousapHblie TpaHCKPUMUMOHHbIE PaKTOPbl, yHacTByloWMne B SMOpHoreHese areHorun-
nogusa. lNpeactaBAeH KAMHUYECKMIA CAyYait 3ab0AeBaHMs, NPOTEKABLIEro C ABAEHUAMM BPOXXAEHHOTO runonuTynTapusma. 3a-
boAeBaHKne AeBIOTMPOBAAO B MEPUOAE HOBOPOXAEHHOCTU. Y pebeHka HabAlAaAaCh BbIpaXkeHHas MMMNOrAMKeMus, KoTopas code-
TaAacb C HEBPOAOTMHECKON CUMITOMATUKOWM B BUAE MbILIEYHON TMMIOTOHNMM M FAQ30ABUTAaTEAbHbIX HapyleHWid. AMarHo3 CMHAPOMA
Ae Mopcbe BepunumnpoaH no peayabtatam MPT roAOBHOrO Mo3ra. JHAOKPUHHbIE HAPYLWEeHWS y NaLMeHTa XxapakTepn3oBaAnCh
HU3KMMK ypoBHamn AKTT, kopTuzona, MP®-1, ceoboaroro T,. HasHadeHHas Tepanusi MO3BOAMAA CKOPPEKTMPOBAaTb SHAOKPHH-
Hble HapyuweHns y peberka. Taknum obpa3om, cenToonTuyeckask AMCIAA3NS, UAM CMHAPOM Ae Mopcbe, ABASETCS NMPEeAMETOM
MEXAMCLIMMAMHAPHOTO BHUMAHNUSA HEOHATOAOTOB, SHAOKPUHOAOTOB, HEBPOAOTOB, OKYAUCTOB M FEHETUKOB.

KatoueBble croBa: cenToonTuyeckas AMNCMIAa3MS, BpO)KAE‘HHbIVI TUMOMNUTYHUTaPH3M, KAMHWYECKUI C/\y‘{aﬂ.

Neonatal hypoglycemia in the De Morsier syndrome
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The article discusses the causes and diagnostic criteria of the septo-optic dysplasia or De Morsier syndrome. De Morsier syndrome
attracts attention of endocrinologists due to the development secondary hypofunction of the endocrine glands and somatotropic
deficiency associated with this disease. Septo-optic dysplasia is a polyetiologic disease. The relationship of the disease with the an-
tenatal influence of alcohol, narcotic substances, neurotropic drugs, significant perinatal infections, maternal endocrine diseases,
gene mutations, in particular, mutations in the HESXT gene, encoding the pituitary transcription factors involved in the embryo-
genesis of the adenohypophysis. We report a clinical case of the disease accompanied by congenital hypopituitarism symptoms.
The disease manifested in the neonatal period. The child had severe hypoglycemia in combination with neurological symptoms
in the form muscle hypotonia and oculomotor disturbances. The diagnosis of the De Morsier syndrome was verified by the results
of MRI of the brain. Endocrine disorders in this patient were characterized by low levels of ACTH, cortisol, IGF-1, and free T,. The
administered therapy corrected endocrine disorders in the child. In summary, septo-optic dysplasia or De Morsier syndrome is the

subject to interdisciplinary attention of neonatologists, endocrinologists, neurologists, optometrists, and geneticists.
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CenToontuyeckass IHUCIUIA3UsI, WIM CUHAPOM
He Mopchke, xapakTepusyeTcsl Tpuaaoi npu3Hakos [1]:

— TUIIOTUIAa3Ms 3pUTETbHBIX HEPBOB U XMa3MBbl;

— areHe3usl/TUTIOILIa3Ks TIPO3PAYHOI TTePEropoI-
KU ¥ MO30JIUCTOTO Tea;

— TUIOTUIAa3Us TUIo(hU3a ¥ TUTIOTTUTYUTAPU3M.

BHuMmaHue 3HI0KPUHOIOTOB K cuHApoMy e Mop-
Che CBSI3aHO C Pa3BUTHEM MPU 3TOM 3a00JIEBAaHUU BTO-
PUYHOM rUTTOMYHKIIMY SHAOKPUHHBIX XeJIe3 U COMaTO-
TPOITHOM HENOCTATOYHOCTH. [TpuBOIMM KIIMHWYECKUIA
MpUMep TUarHocTUKu cuHapoma [le Mopchke B HeOHa-
TaJIbHOM TIepUOJIe.

Onucanume cayyas

ITanment M. niepeBeeH M3 POAWJIBHOTO JIOMa B
KJIMHUKY Ha 7-# IeHb XKU3HU B CBSI3U C OOIIM yTHETE-
HUEM, BSITBIM COCAHUEM, XKEITYIITHOCTbIO KOXHBIX ITO-
KPOBOB, 3MM301aMH TUMOTTMKEMUH 10 0,7 MMOJIb/ .

Pebenok or 1-i1 6epemenHocTu. Marepu 19 ner,
uMesia 1e(ULUT MacChl TeJla, XpOHUUECKUIA MueloHed-

PUT, U3 BPeIHBIX MPUBBIYEK OTMeuUaeT KypeHue. bepe-
MEHHOCTh TpoTeKajla ¢ 000CTpeHHeM MueIoHedpuTa
Bo Il TpuMecTpe, 1o MOBOMY Yero rnojyvyana aHTUOAKTE-
puasibHyIO Tepanuio, anemueii B I11 Tpumectpe.

Ponwbl Ha 41-1i Henene. Macca Tejla HOBOPOXKIEHHO-
ro 3810 r, nauHa 55 cM, OKPYXKHOCTb TOJIOBHI 35 CM,
OKPY>XXHOCTb Tpynu 34 cm. OueHka mo mkane Armrap
6—8 6ayIoB.

CocTosiHMe pebeHKa yxyaumuiaoch yepe3 10 4 mo-
cJie pOXIEHUs: OTMEUYEHBI BBIpaXXEHHOE yTHETEHUE,
KJIOHUYECKHEe CymopoTd Ha (POHE THIOTJINKEMUU 0
0,7 mMmoab/11. B mocieayiomeM 3MU300bI THITOTJINKE-
MUHU TMOBTOPSIIUCH, HO KyIUpOBaIUCh MHbY3ueir 10%
rmoko3bl. C KOHIIA 2-TO JHS XXU3HU TOSIBUJIOCH XeJl-
TYIITHOE OKpallIMBaHUE KOXW, MAaKCUMaJIbHBII YPOBEHb
HETpsIMOTO OMIMPYOMHA COCTaBMIT 265 MKMOJIb/ 1.

[Tpu mocTyruieHn: B KIMHUKY oOpalnaiyd Ha ceds
BHUMaHUE BSIJIOE COCaAaHWE, MPAMOPHOCTbh M 3KEJITYII-
HOCTb KOXW, MBIIIIEYHAsI TUTIOTOHUS, TIOCTOSTHHBIN TO-
PUBOHTAJIBHBIN HUCTAIM C POTAaTOPHBIM KOMIIOHEHTOM,
CHUCTOJIMYECKUI TIIyM Hall 001acThi0 CEpMlia, ¢ MaKCH-
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MaJjibHOUM TOYkKoi 3ByuyaHusi Bo Il mexpebepbe cieBa,
aKIIeHT BTOPOTO TOHA HAJI JICTOYHOI apTepHeii.

I1pu nocnenyroieM HabIOAEHUM peOeHKAa OTMeYe-
HBI:

— OTCYTCTBHE (PMKCAIIMU B30pa, TUIABAIOIINE IBU-
>KEHUSI TJIa3HBIX SI0JI0K, TTOCTOSTHHBIN TOPM30HTAIbHBII
HHUCTarM;

— MaJIOAMOIIMOHAJIBHOCTh U CHUKEHHE IBUTATEIIb-
HOU aKTUBHOCTH,

— JUTMTENIFHOE TeUEeHNE KOHBIOTAIIMOHHON KTy~
XM, C IMAaTHOCTMPOBAaHHBIM B Bo3pacTe 1-To Mecsiia
CUHAPOMOM XOJIeCTa3a;

— HeCTaOWJIbHBIC YPOBHU TJIIOKO3bI B KPOBU: KOJIE-
6anus rimukeMuu ot 0,7 mo 4,5 MMoJib/1 Ha (hoHE HU3-
kux 3HayeHuit mHcynuHa (0,027—0,87—1,02 MxME/
MJI), YTO TIO3BOJISUIO MCKJIFOUUTH BPOXIEHHBIN TUIIep-
WHCYJIMHU3M;

— HopMmoxpoMHas aHemus Il crenmeHu B Bo3pacte
1-ro mecsua.

HeBposiorom 1uarHocTUpOBaHO OpraHUYECKOe Mo-
paxkeHue TOJIOBHOTO MO3ra, XapakTep KOTOPOro ObLI
yrouHeH nociae MPT, BusyanuszupoBaBllieil CENTOOMN-
TUYECKYIO OUCIUIA3UIO.

ITpoBeneHHbBIE JaOOpaTOPHbIE MCCIEIOBAaHUS BbI-
SIBWIM HAJTMYME SHIOKPUHHBIX HAPYIIEHUIA:

— AKTT — wmenee 5,0 nir/ma (Hopma 5,0—46,0),
koptr30i B 06:00 — 14,7 Hmonb/1 (Hopma 150,0—450,0);

— UDP1 — menee 25,0 Hr/Ma (HOpMa He MeHee
35,0);

— TTT npu HeoHaTanbHOM cKpuHuHre 1,4 MKME/
mi; B 1 mec 20 nHeit — 4,67 MKME/mit (Hopma 0,5—
5,0), cB.T,— 8,2 nmosb/n (Hopma 10,0—25,0).

B 1 mec 20 gnaeit JIT — 2,48 MME/mit (Hopma 1,0—
8,0), ®CI' — 0,95 MME/mit (Hopma 0,2—4,1), Tecto-
crepoH — 12,1 HMonb/a (Hopma 2,0—13,8).

T'opMoHasIbHBIE TTOKA3aTeNIM CBUAETEIHCTBOBAIN O
HaJIMYuM y pebeHKa COMATOTPOITHOW HEeIO0CTaTOYHO-
CTH, BTOPUYHOU HAOITOYEYHNKOBOU HEAOCTATOYHOCTH,
BTOPUYHOTO TUTIOTUPEO3a.

ITo nanHbiM MPT rojoBHOro mosra rnpospavyHasi
neperopojaka He nuddepeHuupyeTcs, aaeHOrumnopus3 u
HOXXKM TUTTO(MU3a He OTPENeISTIOTCS.

OKyJIMCTOM TMarHOCTUPOBAaHA TUTIOIIA3Usl TUCKOB
3PUTEIBHBIX HEPBOB, YaCTUYHAS aTPOMUST 3pUTEITBHBIX
HEpBOB.

Ha ocHoBaHMM XapaKTepHO# TpUambl IMPH3HAKOB
copMynupoBaH AMArHO3: OCHOBHOE 3a0oJieBaHME:
cenToornTndeckas auciuiasus. CoMaTOTpoITHasT Helo-
CTaTOYHOCTb, BTOPUYHASI HAATIOYCUHUKOBAs HEIOCTa-
TOYHOCTb, BTOPUYHBINA TUITOTHPEO3.

CASE REPORT

ComnyTcTByIoIIe 3a00JIeBaHUS: BPOXICHHBINA TO-
poOK cepmia: aedeKT MeXIpencepaHON TeperOpOIKH,
HK 0—I. HopmoxpomHas anemust 11 crenenu.

MoneKyIsIpHO-TeHETUIECKOEe HMCCIAeIOBaHME HE
MIPOBOIMIIOCE.

JnsT KOppeKIMy BTOPUYHBIX SHIOKPUHHBIX Hapy-
IIeHWH OB Ha3HAYeHBI L-TUPOKCHH B 03¢ 25 MKT/CYyT
(4,5 Mxr/Kr/cyT), KopTed B mo3e 2 Mr/cyt (7 Mr/m2/cyT).

Ha ¢oHe neyeHus cocrostHue peOeHKa YydIlM-
JIOCB: XOPOIIIO MPUOABJISET B Macce Tesa, McUYe3ia JKel-
TyXa, YMEHBIIWIACh OJIETHOCTh KOXKHBIX ITOKPOBOB,
MPU3HAKOB CepACUYHON HEMOCTATOUYHOCTHU HET, STIU30/IbI
TUTIOTJIMKEMUM HE TTOBTOPSUIUCH, OMHAKO COXPaHSIETCS
MaJIOAMOIIMOHAIBHOCTb, TOPU30HTAJbHBIN HMCTaIM,
oTcyTcTBUE (puKkcauuu B3rsgaa. [Tokaszarenu Tupeoun-
Horo npodwist yepe3 1 Mec ot Havana tepanuu: TTT —
3,8 MkME/mn, ¢8. T, — 12,3 nmonb/1.

O6cyxaeHne

OCO0EeHHOCTBhIO NAHHOTO KJIMHWYECKOTO Clyvast
SIBUJIACh IMaTHOCTUKA cuHapoMa Jle Mopche B eprosie
HOBOpOXAeHHOCTU. O6CnenoBaHue pedeHKa MpoBee-
HO B CBSI3U C HEOOXOAMMOCTBIO BBISICHEHUST TIPUYUHBI
HeoHaTaJbHOU runornukemun. [1o pesynbratam oociie-
JIOBaHUSI YCTAHOBJIEHO, YTO MPUYMHON HEOHATAIBHOMN
TUTIOTJIMKEMUN SIBUJICS BPOXJIEHHBI TUIOMUATYNTA-
pu3M B pesyibTare cuHapoma Jle Mopcbe. Drtuonorust
CETNTOONTUYECKON MUCIIIAa3uu MyJbTU(aKTOpUabHA.
OTmedeHa CBsI3b pa3BUTHS 3200JIeBaHUSI C AHTEHATATTb-
HBIM BO3JEHCTBUEM aJKOTOJSI, HAPKOTMYECKUX Be-
IIECTB, HEHPOTPOITHBIX JIEKAPCTBEHHBIX CPE/ICTB, TIEPU -
HATaJbHO 3HAYMMBIMU MHGMEKIUSIMU, SHIOKPUHHBIMU
3200JIeBAHUSIMU MAaTE€PU, TCHHBIMU MYTAIUSIMU, B 4aCT-
Hoct wMyTtanmusmu teHa HESXI (homeobox gene
expressed in embryonic stem cells), KOTUPYIOIIETO TUIIO-
(uzapHbIe TPAaHCKPUTIIMOHHBIE (HAKTOPHI, yIaCTBYIO-
e B aMOpuroreHese ageHorunodusa [ 1, 2].

3akAloueHue

CunapoMm Jle Mopche sIBIIsIeTCsl TIPEIMETOM MeX-
JTUCHMTUIMHAPHOTO BHUMAaHUS HEOHATOJIOTOB, 2HJIO-
KPUHOJIOTOB, HEBPOJIOTOB, OKYJIMCTOB M TEHETUKOB.

JOITOJIHUTEJIbHAA NHO®OPMAILIUA

Corsacue nanpenTa. 3aKOHHbII NIPeACTaBUTENb (MaMa) MalueH-
Ta T0OPOBOJIBHO MoATMcaIa MHGOPMUPOBAHHOE COTJIacHe Ha ITyo -
KalMIo TIePCOHATIbHON MEIMIIMHCKOM MHMOPMALIUK B 00€3TMUeHHOM
dopme B xkypHasie «[1podiieMbl SHIOKPUHOJIOTUN».

ABTOpBI JIEKJIAPUPYIOT OTCYTCTBHE SIBHBIX W MOTEHIHAJILHBIX KOH-
(hIMKTOB HHTEPECOB, CBA3AHHBIX C MyOIMKANNEi HACTOSIIEI CTATHH.
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