. AKYTCKU MEONLIMHCKNW KYPHAT

PopopaspelueHne npu HapacTatoLmx
CMMNTOMax [AblXxaTenbHOW HeJocTaToy-
HOCTW, aJeKBaTHOE meyvYeHune TsHKernom
dOopMbl KOPOHaBUPYCHOW WHEKUUN C
TOTanbHbIM MOPaXeHWeM ferknx cno-
cobCTBOBaNO BbI3AOPOBMEHUO  NaLM-
eHTKN. [aHHbI KIMHWYECKUn cnyYan
CBUOETENbCTBYET O HeobxogumocTu
WHAMBWAYaNbHOIO MoAxoda B BeAeHWUM
Kakgoro nauueHTa C KOPOHaBMPYCHOM
NHeKUnen.
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KNUHUYECKUN CNYYAN
TMNONMUTYUTAPU3MA Y PEBEHKA 8 JIET

OnucaHo KnuHWYeckoe HabntogeHwe peakoro 3aboneBaHus - runonuTymTapuama y pebeHka 8 net. M3-3a cneumduyHOCTM KNMHUYECKUX MPo-
SIBMIEHUI paHHSAS AnarHocTuka Yacto bbiBaeT 3aTpyaHeHa. B faHHOM cryyae no3fHsisi NocTaHoBKa AMarHo3a 1 No3aHss 3aMecTuTenbHas Tepanus

npUBEnY K 3afepxke pocTta pebeHka.
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The clinical observation of a rare disease hypopituitarism in a child of 8 years old is de-
scribed. Due to the specificity of clinical signs, the early diagnosis is difficult. In this case, the late
diagnosis and the late replacement therapy caused the child’s growth retardation.

Keywords: hypopituitarism, growth inhibition, hypophysis, substitutes therapy.

BeegeHue. Tvnonutyutapusm (M)
[kog no MKB E23.0] — sHOokpuHHOE 3a-
GoneBaHue, BO3HMKAlOLLEE BCreacTBUE
aedvuuta  OQHOTO  UNM HECKOSbKUX
FTOPMOHOB, BblpabaTtbiBaeMblX MNogu-

30M. ABnseTca pegkum 3aboneBaHUeEM,
MOXeT ObITb BPOXAEHHbIM UMW MNpUOG-
pPEeTEHHbIM, CrneaoBaTeNlbHO, MOXET BO3-
HUKaTb Y HOBOPOXAEHHbIX, AeTel Mnag-
Lero Bo3pacTta, NoApOoCTKOB U B3POCHbIX



[1,4]. BpoxXgeHHble MPUYUHBI BKIHOYAIOT:
nepuHaTanbHble TpaBmbl (acdukcus
npu POXAeHWUW, PoAoBble TPaBMbl), Ha-
pylleHne pas3sutusa runodusa, 3KTonuno
Hevnporunodusa, cuHapom Mannuctepa
— Xonma (runotanamuyeckas xamap-
TOMa W MONWAAKTUNWSA), FreHeTnyeckue
HapyleHuss  (U30NUPOBaHHbIN  fedu-
unt GH, PIT1 n PROP1 myTauuu, cen-
To-onTMyeckast Aucnnaswsa, aeduumt
roHagoTponuHa) 1 gedekTbl pasBUTUS
LeHTpanbHOW HEePBHOW CUCTEMbI (aH3H-
uedanus, rononposaHuedanus, anna-
3nd unu rmnonnasuns runodwusa) [5].
MprobpeTeHHble NpuynHbl [T BKNOYaoT
WHOUNBLTPATVBHBLIE paccTponcTea (Ty-
Oepkynes, capkougos, rmctmoumTtos X,
nMdOoLUTapPHbIVA TMNOMU3NT) U OMYXOmnu
[7]. Hanbonee 4acto 3aboneBaHune BO3-
HUKaeT BcrneacTeue MmyTtauuv reHos PIT1
n PROP1, xoTopble aBnstoTcs haktopa-
MW TPaHCKpUNLUmK.

Mpn myTauuun PIT1 xapakTepeH Tsxe-
Nl 4eduumMT COMaToTPOMHOro ropmMoHa
1 nponakTuHa. Jedununt TMpeoTPOnHOro
ropMoHa MOXeT BapbupoBaTb MO CTe-
neHu BblpaeHHoCcTU. KnuHuueckn Oy-
AeT AMarHocTMpoBaHa 3afepxka pocTa
C POXOEHWS, BTOPUYHBIN TMNOTMPEO3 U
HU3KNA YypOBEHb NponakTuHa. Hexapak-
TEPHO pas3BuUTME HaOMOYEYHVWKOBOW He-
AOCTaTOYHOCTM M BTOPUYHOTO MMMOroHa-
ansma [1,8].

Y peten ¢ mytaumen PROP1 oTcyT-
CTBYIOT MepuHaTasbHble NMPUsHaku rmno-
nutymtapusma. CpefgHas macca Tena u
ANVMHa ero nNpu poxgeHnn obbluHO Ha-
X0OdaTCA B npefenax Hopmbl. wnornu-
KeMusi n AnuTenbHas XenTyxa HOBOPOX-
AEHHbIX He ABNSAITCA PacnpoCTpaHeH-
HbIMW AaHHbIMK [1, 3, 8]. Y BonblunMHCTBa
AnarHo3 BbISBNSETCA Npu obpallieHun
C xanobamu Ha Hu3kui pocT. Jeduumnt
TupeoTtponHoro ropmoHa (TTI) moxeT
MPUCYTCTBOBaTb C POXAEHWUS Y AaHHbIX
nayneHToB, 06bIYHO BO3HUKAET BMECTe C
AedurumTom ropMmoHa pocta. [mnotupeos
HeBbIpaXeHHbIn. OednumT donnukyno-
ctumynupytowero ropmoHa (PCrIh) n nio-
TenHusnpytowero ropmona (J17) BbisiBns-
eTcqa B Hayane nybeprata. Hegocratou-
Has BbipaboTka agpeHOKOPTUKOTPOMHOIO
ropmoHa (AKTI) BcTpevaetcs pexe, ero
HexBaTKa BblsiBNseTcs 0OblMHO B nog-
POCTKOBOM MIn B3pOCIOM Bo3pacTe [6].

HevipoBusyanusaums runotanamo-ru-
nocumsapHon obrnactm OObIMHO OEMOH-
CTPUPYET TMNONNacTUYECKYD WIn Hop-
ManbHYI0 MNEePeaHol0 U 3adHIo J0NU
rmnocu3a [2].

MN3BecTHO, YTO paHHee BbisiBeHWe 3a-
6oneBaHNsi COOTBETCTBYET BbIPAXXEHHO-
CTW CUMMTOMOB M MOBbILLIEHHOW BEPOAT-
HOCTW HacnedCTBEHHO OBYCroBMEHHOro
rmnonuTyutapmama. C.J. Yanng v coasT.

B 2019 r. B CBOEM uccrnegoBaHuM ycTta-
HOBWMW MeaMaHy Bo3pacTa MOCTaHOBKM
anarHosa — 11 ner [6]. E. bopoc n coaBT.
B TOM e rofly NpeanoXxunm oTHOCUTb na-
LMEHTOB, Yy KOTOpbIX 3abonesaHue 6bino
yctaHoBneHo nocne 10 neT, K no3gHeMy
ONsi MOCTaHOBKM OKOHYaTenbHOro Aua-
rHosa [3].

Llenb nccnegoBaHus: onucatb Knu-
HUYEeCKUi criyyan runonutymtapuama y
pebeHka 8 ner.

VMccnegoBaHne Obino ogobpeHo no-
KarnbHbIM KOMUTETOM MO OuomeuumH-
ckon atuke AkyTtckoro HL| KOMMneKCHbIX
MEeAVLMHCKUX nNpobnem Ha npegmeT co-
OTBETCTBUSA MONOXEHUAM XeNbCUHKCKON
aeknapauum (Ne54 ot 20.12.2021 r.). 3a-
KOHHble MpeacTaBuMTeNU naumeHTa nog-
nicanu MHopmmnpoBaHHoe cornacve B
ncropum 6onesHun, paspeLums UCNOMb30-
BaHMe AaHHbIX B aHOHUMHOW doopme. Bece
nepcoHarnbHble AaHHbIe NauMeHTa Gbinm
COOTBETCTBYKOLIMM 0OpasoM  CKpbIThbI.

PebeHok M., pycckuin, 8 net, nocry-
nun 27.11.2023 r. B oTaeneHne OeTCKown
3HIOKPUHOMOIMM U TracTPO3HTEPONOrin
PB Ne1-HauumoHanbHOro ueHTpa megu-
umHbl um. M.E. HukonaeBa ¢ »anobamu
Ha HW3KOPOCNOCTb, ObICTPYID yTOMIsie-
MOCTb, MOCTOSIHHbIE 3amnopbl.

M3 aHamHesa: oTCcTaBaHue B pocTe C
5 net. PebeHok HanpaBneH y4acTKkoBbIM
neguaTpoM BrepBble AN NIaHOBOrO
cTauunoHapHoro obcnegosaHusa. Co crnos
oTLa, OTCTaBaHue B pocTe Obino 3ameve-
HO B 4-5 ner.

M3 aHamHe3a xun3Hu: pebeHok oT 3-i
6epemeHHOCTH, KOTOpasa npoTekana 6e3
ocobeHHocTel. Pogbl B 40 Hegenb ¢ mac-
con Tena 3300 r, poct 53 cm. HepsHo-
MCUXMYECKOE pasBUTME COOTBETCTBYET
Bo3pacTy. [epeHeceHHble 3aboneBaHus:
OPBW He yacTo, BeTpsiHas ocna. Annep-
ronorn4yecknii aHaMmHe3 He OTSArOLLEH.

HacnencTBeHHbIN aHamMHe3: pocT Ma-
Tepn 160 cm, poct otua 172 cm, pocT
6pata 12 net 150 cm (-1.12 SDS).

OObEKTUBHBI OCMOTP: pocT 122cm
(-2.32SDS), macca tena 20 kr, UMT —
14,8 kr/m2, SDS NMT (-1.36SDS).

CoctosiHne YOOBMETBOPUTENBHOE.
CamouyBcTBME He HapyLlueHo. Co3HaHue
AcHoe. AnNnetTut He HapyLlueH. MeHuHre-
arnbHbIX 3HAKOB, 04YaroBOW HEBPOOrv-
YyecKkor cuMnToMaTtuky Het. B nose Powm-
6epra yctonumB. CoH crnokoeH. Tenocno-
KEHNE TMNOCTEHMYECKOE. YMEPEHHOro
nuTaHusl. KoCTHO-MbILLEeYHas cuctema He
n3meHeHa. 3eB He runepemupoBaH. Cnu-
31CTble 0BOMOYKM pTa U 3eBa 4uCTble,
6nenHon okpacku. HocoBoe [abixaHue
cBobogHoe. KocTHo-cycTaBHasa cucrtema
6e3 ocobeHHocTew. JIumdoyansl He yBe-
nnyeHbl. [pygHas knetka npaBuibHON
dopMbl. [lepkyTOpPHO — SACHbIA Fferoy-
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HbI 3BYK MO BCceM nonsiM. BeankynspHoe
OblXaHue, XpunoB HeT. ToHbI cepaua sAc-
Hble, PUTMUYHbIEe. YKMBOT MsArkui, Ges-
bonesHeHHbIV. MevyeHb 1 ceneseHka He
yBenuyeHbl. OTek npasow ctonbl. epu-
depuyeckmx otekoB HeT. Moyeuncnycka-
Hue cBoboaHoe, 6e3bonesHeHHoe. Moya
cBeTnas, npo3padHas. HapyxHble nomno-
Bble OpraHbl COOPMMPOBaHbI MO MYXCKO-
My TMny, NpaBunbHO. [onosoe pa3suTue
no Bo3pacTy, no TaHHepy - 1.

B obwem aHanuse kpoBu OT
28.11.2023 r.: nevikountsl — 11,42 (PU
4,27 — 11,40); numcbouuTel — 4,29 (PU
0,97 — 4,28); 3o3uHopunbl — 6% (PU
0,00 — 4,70).

[aHHble  BroXMMUYeckoro  aHanu-
3a kpoBu, obulero aHanusa MovuM OT
28.11.2023 . COOTBETCTBYHOT HOpPME.

[opMOHanbHbIN Npocdunb OT
28.11.23 r.. TWpeoTPOnHbIA TOPMOH
(TTr) — 11,00 ME/n (PW: 0.40-7.00),
cBobogHbii T4 — 15,17 nmone/n (PWU:
8.00-17.00), aHTUTENa K TMPEONEepOKCH-
nase (AT k TMO) - 0,19 ea/mn (PA: 0.00-
30.00). 3akntoyeHne: NoBbILLEHNE YPOB-
HS TUPEOTPOIMHOro rOPMOHa.

CtumynsumMoHHas npoba C MHCynu-
Hom oT 06.12.23: 0ll — 0.28 Hr/mn, 1511 —
1.42 Hr/mn,451l1 — 1.16 Hr/mn, 6011 — 1.04
Hr/mn, 9011 — 0,58 Hr/mn, 12011 — 1.06 Hr/
M. 3aknioyeHne: HegocTaTovHasi Bbipa-
60oTKa COMaTOTPOMNHOrO rOPMOHa.

MPT ronoBHoro Mmo3sra ¢ MP-
aHrnorpacpmen ot 03.12.2023 r.: Ouaro-
BbIX 1 06BbEMHbIX 06pa3oBaHuii B CTPYK-
Typax rOroBHOrO MoO3ra He BbISIBIEHO.
lemoguHamuyeckm 3HauMmble U3MeEHe-
HWS1 COCYAOB FONIOBHOIO MO3ra He BbIsB-
NEHBI.

PeHTreHorpadgusa kuctenm ¢ nydesa-
nACTHbIMU cycTaBamu 28.11.2023 r.:
KOCTHbIN BO3pacT cooTtBeTcTByeT 5,5-6
rogam.

LindbpoBas 6okoBas peHTreHorpamMmma
yepena ot 28.11.2023 r.: BHyTpuyepen-
Has runepTeH3ns. Mmneptpodust ageHo-
naooB 2-3-i cTenexHu.

O6cyxaeHue. MauneHT ¢ HU3Kopoc-
NOCTbIO MpoLlen nnaHoBoe obcrenosa-
HWe B YCOBUSIX SHOOKPUHOMOrMYECKOro
cTaumoHapa. B paHHOM KNUHWYECKOM
cnyyvae pebeHoK poauncs OOHOLIEHHbIM
C HOpMarnbHbIMK MOKa3aTensiMm pocta u
macchl Tena, B y4OBMETBOPUTENBHOM CO-
cTosiHMK. N3-3a HecneumduyHOCTU Knu-
HMYECKUX MPOSIBMEHWA BbISIBIIEHWE 3a-
boneBaHNs B paHHEM LEeTCKOM Bo3pacTe
3aTpyaHEHO.

BpoxaeHHbI runonuTynTapmam gua-
rHOCTUPOBAH MOCMe roOpMOHarnbHOro 06-
crnefoBaHus — y naumMeHTa MMeeT MecCTo
pokasaHHaa CTI-HegocTaToYHOCTL MO
pesynsrataMm CTUMYMALUMOHHON Npoo6bl.
Tak Kak ogHOKpaTHOe onpegernieHne co-
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MaTOTPOMHOrO rOpMOHa Afsi MOCTaHOBKM
JmnarHo3a HEeKOPPEKTHO K3-3a ero 6onb-
LLOW BapnabenbHOCTN, UCCNENOBAH UHCY-
nMHONOAOOHbIM chakTop pocta (MDP-1).

C y4yeTOM pOCTOBbIX MoOKa3aTenen,
HU3KOW KOHUeHTpauun NOP-1, yctaHoB-
neH guarHos: MnonuTyutapuam ¢ n3onu-
poBaHHbLIM AeULMTOM FOpMOHa pocTa.

M3onvpoBaHHbIn  AednumnT ropMoHa
pocta B OGOSbLUIMHCTBE CIy4YaeB sIBMS-
€eTCs CaMbIM pacnpocTpaHeHHbIM. [lo
nMTepaTypHbIM AaHHbIM, BCTpeYaeTcsi C
yacrtotow ot 1/4000 go 1/10000 cny4aes.
Otnonorusa gna GonblUMHCTBA CryyaeB
OCTaeTcsl HEM3BECTHOMN.

OT paHHero BLISIBNIEHWUS] FTOPMOHarb-
Horo peduumTta 3aBUCUT 3deKkTuB-
HOCTb neyeHusi. [laHHOMy nauueHTy Ha-
3HayeHa 3amMecTuTenbHas Tepanus pe-
KOMOWHaHTHLIM FOPMOHOM POCTA.

3aknwoyeHune. BpoxaeHHbIn  runo-
nuTyuTapmsm — pegkoe 3aboneBaHue,
NPOsIBNEHNSA KOTOPOro KpalHe Hecnew-
NPUYHBI, YTO 3aTPYAHSIET pPaHHIOK Ava-
FHOCTWKY 1 NPOBEAEHNE CBOEBPEMEHHOM
Tepanuu.

DOI 10.25789/YMJ.2024.87.29
YK 616.006.326.03

MaumeHTel C  rMNonNUTYMTapu3MoM
HY)XOAKTCS B MOXM3HEHHOM Habntoae-
HUW 1 3aMEeCTUTENbHON Tepanuu.

[na CBOEBPEMEHHOIO  BbISBIEHMS
W OWarHOCTMKW runonuTymtapmsama y
neTen, HasHa4yeHus aJekBaTHOW 3ame-
CTUTENbHOW  FOPMOHANbHOM  Tepanuu
HeobxoaQuma HaCTOPOXEHHOCTb M ocBe-
[OMITEHHOCTb Y4YaCTKOBbIX MNeaMaTpoB,
Takke HeobxooMMO y4uTbIBaTb TO, YTO
rMNoNMTYUTapmM3M MOXET MNPOSABMATLCH
He TOIbKO M30MMPOBaHHBIM AeULMTOM
ropMoHa pocTa, HO AeduuMTOM OpYyrnx
TPOMHbLIX FOPMOHOB rMnogursa ¢ pa3BuTu-
€M COOTBETCTBYHIOLLEN KITUHUKW.
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MpencTaBneHbl Tpu cnyyas cuHapoma geneummn 22q11.2 Ha ocHoBaHUK NpeHaTanbHO obHapy>KeHHbIX aHoManuin pa3suTus nroga. MNokasaHa
BO3MOXHOCTb NPULIENbHOM NpeHaTanbHoN AMarHoCTUKU Ha OCHOBaHMM aXorpadpuyeckux KputepreB y nnoga Ans opMnpoBaHus rpynnbl BbICOKOTO

pucka cuHgpoma geneumm xpomocombl 22q11.2.
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KnroyeBble cnoBa: npeHartanbHas guMarHoCcTuka, CUHAPOM Aeneumn 22911.2, BpOXAEHHbIN

MopoK cepALa, Nno.

Three cases of 22q11.2 deletion syndrome based on prenatally detected fetal anomalies are
presented. The possibility of targeted prenatal diagnosis based on echographic criteria in the
fetus for the formation of a high-risk group for deletion syndrome (DM) of chromosome 22q11.2.

is shown.

Keywords: prenatal diagnosis, 22q11.2 deletion syndrome, congenital heart disease, fetus.

BBeneHue. MukpoaeneumoHHble CUH-
OPOMbl — reHeTudyeckme 3aboneBaHus,
BbI3blBAEMbIE OTCYTCTBMEM HeOONbLUMX,
He BUOUMbIX B MUKPOCKOTI, Y4aCTKOB XpO-
MocoM  (Mukpogeneunsamu). CuHApoOM
peneumn  (CO) xpomocombl  22q11.2
(22911.2DS) — at0 xpoMocomHas abep-
pauusi, Bo3HMKalLWwas B pe3yrnsraTte cyb-
MUWKPOCKOMNYECKON MOTEepU yyacTka oT
1,5 po 3 mera6as (M6) B paiioHe ANuH-
HOro nfieya XpPOMOCOMbI 22, B KOTOPOM
koampyetcs 6onee 35 reHoB [1-7]. Ya-
CTOTa BCTPEYaEMOCTW YKa3aHHOro CWH-

apoma coctaenseT ot 1:3000 go 1:6000.
JleTanbHOCTb Ha MNEPBOM oAy >KU3HU
cocTtaBnser okono 4% w npesbllaeT
nokasatenu Ans AeTen C aHanornyHom
Manbcopmauuen cepaedHo-cocyaucTom
CUCTEMbI, HO C OTCYTCTBMEM XPOMOCOM-
HOM MuKpogeneuuu, ycyrybnascb aHo-
Manuen KpynHbIX COCYAOB, runokanb-
umemuen n Tpaxeomansuuen. Cnepyet
OTMETUTb, YTO cuHapom 22q11.2 paHee
KknaccuduumpoBanum  Kak — OTAenbHble
KNVHUYECKMe CUHAPOMBI: cuHApoM [un
Ixopoxm (Di George syndrome, DGS),



