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Abstract.

Main The pathogenesis is linked to impaired cortisol synthesis, a deficiency of which, through
a feedback loop, stimulates ACTH secretion, leading to adrenal cortex hyperplasia and increased
steroidogenesis. Moreover, the levels of not only those steroids formed in the stages preceding the
blocked stage increase, but also those whose synthesis pathway bypasses the blocked stage. In
many forms of congenital adrenal hyperplasia, adrenal androgen secretion also increases, leading
to virilization in female patients. Therefore, congenital adrenogenital hyperplasia was previously
called congenital adrenogenital syndrome. Objective. The objective is to present a clinical case
of congenital adrenal cortical dysfunction, the virilizing — salt-wasting form, in a newborn infant.
Methods. We present a clinical case of congenital adrenal cortical dysfunction, the virilizing — salt-
wasting form, observed by the authors in a newborn infant. An analysis was performed on the
patient’s inpatient medical records and the results of clinical, laboratory, and instrumental examination
methods. Results. Congenital adrenal cortical dysfunction, the virilizing — salt-wasting form, belongs
to the group of genetically determined electrolyte balance disorders. These arise from impaired
sodium ion reabsorption in the renal tubules due to the low sensitivity of tubular epithelial receptors
to aldosterone. The clinical presentation is variable, and the disease may proceed with a risk of
fatal outcome due to severe salt loss and pronounced hyperkalemia. Key manifestations include
polyuria, polydipsia, vomiting, failure to thrive (physical developmental delay), arterial hypotension,
and episodes of dehydration. We present the specific features of the clinical course of congenital
adrenal cortical dysfunction, the virilizing — salt-wasting form, as well as the dynamics of laboratory
parameters before and during treatment in the newborn infant. Conclusion. In newborns presenting
with persistent hyperkalemia amidst progressive hypotrophy (failure to thrive), congenital adrenal
cortical dysfunction should be ruled out. The presented clinical case will allow clinicians to broaden
their perspective on the issue of hyperkalemia and the characteristics of clinical manifestations of
rare tubulopathies, facilitating timely diagnosis and the correct selection of management strategy..

Key words: congenital adrenal cortex hyperplasia, hypoxic damage to the central nervous
system, premature baby.

BpoxaéHHasa runepnnasms kopbl HagnovedHnkos (BI'KH) 6bina Bnepsble onncaHa B 1865 .,
Korga utanbsHcku aHatom L.D. Crecchioo nucan naumeHTa My»XCKOro rnora, KoTopbii ymep npu
ABMNEHNSX «aguHamMuM 1M pBOThbI». [1pn BCKPbITUM Y HEro 6l oBHapyXeHbl BHYTPEHHUE XEHCKMEe
nosioBble opraHbI[S].

BpoxaéHHasa runepnnasvs Kopbl HAO4MNOYEYHUKOB (agpeHOoreHuTarnbHbIn CUHOPOM) — rpynna
ayTOCOMHO-PEeLIECCUBHbIX HACNeACTBEHHbIX 3aboneBaHnin, 06yCNoBNEHHbIX reHeTUYeCKUMn gedek-
TaMun PepMEHTOB U TPaHCMNOPTHLIX 6ENKOB cTeponaoreHesa. HeqoctatouyHas akTUBHOCTb KaXKaoro
13 PepMeHTOB CTeponaoreHesa NpUBOANUT K YHUKASTbHOMY KOMMJSIEKCY rOPMOHAsIbHbIX OTKIOHEHUN,
B CBAA3W, C YeM KIIMHWYecKMe nposiBreHus pasHbix ¢oopm BI'KH cyuiectseHHO pasnuyatoteda. Tun
HacrnegoBaHus Bcex pepMeHTaTUBHbIX Ae(eKTOB CTepouaoreHe3a — ayTOCOMHO-PELLECCUBHBIN.
Yauwe Bcero (90—95% Bcex cnyyaeB) BCTpeyaeTcs HegoCTaTOMHOCTb 21-rmgpokcunasbl. YacTo-
Ta KNUHWYECKM BblpaxXeHHbIX dhopMm cocTaenseT 1:13, yacTtota reTepo3vroTHOro HoCUTeNnbCTBa —
1:60[2,4].

[MaBHbLIM 3BEHOM naToreHesa SIBMsieTCS HapyleHne cUHTe3a KopTuaorna, AeduumT KOToOporo
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no nNpuHUMny obpartHon cBA3n ctumynupyet cekpeunto AKTT, 4To NpMBOAMT K rMnepnnasumn Kopbl
HaONOYEeYHUKOB N YCUNEHUIO cTepouaoreHesa. [puyém Bo3pacTaeT ypoBEHb HE TOMbKO TeX CTe-
pounaoB, KOTOpble 00pa3yloTca Ha aTanax, NpeawecTByoWmMX 3abnokKMpoBaHHOMY, HO 1 TeX, NyTb
CMHTE3a KOTOpPbIX MUHYET 3abnoknpoBaHHbi aTtan [1,2]. MNpu mHormx coopmax BIMKH ycunusaetcs
cekpeunsa N aHaporeHoB Hagno4Ye4YHUKOB, YTO NPUBOAUT K BUpUNU3aLumMn B0MbHbIX XXEHCKOro nosna.
Moatomy paHee BI'KH HasbiBanv BpoXXaEHHbIM afpeHoreHnTasnbHbiM cnHgpomom [5,9].

B kope HagnoO4YeYHWKOB BbIOENAIOT TPWU 30HbI (CNOS): HAPYXKHY0 — KIyOOUYKOBYIO, CPeaHIo
— MYYKOBYIO M BHYTPEHHIOK — ceTvaTyro. KneTkun KrnyBo4KOBOM 30HbI CUHTE3NPYIOT U CEKPETUPYIOT
MUHEepanoKopTUKOUAbI(OCHOBHOW NpeAcTaBuUTENb Y YenoBeka — anbAOCTEPOH), KMEeTKU My4YKoBOW
30Hbl — [TIFOKOKOPTUKONObI(KOPTMU30IT), KIETKN CeTYaTon 30HbI — aHAporeHbl(aerngpoanuaHgpocre-
POH, aHAPOCTEHAMOH)[6].

Bce ropMoHbl KOpbl HAAMNOYEYHUKOB ABIISAIOTCA CTEPOMAAMUN, CUHTE3UPYHOTCS U3 XONecTepuHa 1
cpasy Xe CekpeTupyoTcs B KpoBOTOK. Cekpeuuns KopTuaona CoOCTaBrnsieT B CYyTKM Y AeTeun okoso 12,5
MI/M2 U NOOYUHAETCHA UMPKAAHOMY PUTMY C MakCMMarbHOW KOHLEHTpaLMen ropMoHa B KPOBU MEX-
ay 6 n 8 4 n mmHnmaneHon — mexay 18 n 20 4 (BevepHUin ypoBEHb KOPTM30Ma B NfiadMe KpoBu B 2
pasa u 6onee HMxXe, YeM yTpeHHUI). PopMMpoBaHME pUTMa NPOUCXOAMUT B Te4eHne 1-ro roga XunsHu
N 3aBUCUT OT pexnma cHa n 6ogpcteoBaHuns. CyTouHasa cekpeumst anbgocTepoHa Npy HopManbHOM
coneBom pexume coctaBndaeT 50 — 250 MKr u Takke MMeEeT cnaboBbIpaXXeHHbIA LMpPKagnaHHbIN
PUTM, CUHXPOHU3UPOBAHHLIN C PUTMOM KopTu3ona [4].

[MiokokopTMKonabl 06rnagarT WMPOKUM CEKTPOM OENCTBUSA, peLenTopbl K HUM OBHapyXeHbl
NPaKTUYECKN BO BCEX TKAHSAX; OHN OKa3blBalOT BENKOBO-KaTabonnuyecknin U runeprivkeMmn3npyoLLmnim
3(peKTbl, NEPMUCCUBHO BIIUSIOT Ha YYBCTBUTENBHOCTb TKAHEW K MHCYIIMHY, YCUeHue nunosuaa,
NPsSIMO CTUMYNUPYIOT KETOreHe3 B NeYeHu, BUAKT Ha OOMeH HaTpus, Kanus, MarHus, Kanbums u
BOAbl, @ TaKXKe y4acTBYIOT B perynauum yHKUNUM cepaeyHo-cocyamcTon n UMMYHHOW cuctem [7,9].

Buonorunyeckme adpbdekTbl MUHEPANOKOPTUKONOOB CBSA3aHbl C perynsumen aneKTposIMTHOro
oOMeHa: OHM BbI3bIBalOT 3a€pPXKKy HaTPUs, MOBbLILLAKT SKCKPELMIO Kanus, MarHus U BOOOPOOHbIX
noHoB. CnHTE3 KOpTM30na y nnoga HadnHaercs ¢ 8—10-n Hegenu, anbaocTepoHa — nocne 22—
24-n Hepenun. CTepouaHble FOPMOHbI NMPOHUKAKT K Nogy U Yyepes nraueHTy, XOTs ANnd KopTusona
nnawueHTa MMeeT orpaHnUYeHHyto npoHnuaemocTb (okono 10:1). AKTIT HauMHaeT cMHTE3npoBaThCs B
rmnoduse nnoga ¢ 7—9-n Hegenwm [6,7].

HepocTtaToyHOCTb 21-rmgpokcunasbl aBnsetca Hambonee yacto BCTpeyarmmcs epmMeH-
TaTMBHbIM 0e(eKTOM cTepouaoreHesa. Berneacrteme CHUXEHUS akTUBHOCTU 21-rmapokcunnasbl Knn-
HUYeCcKue NpoABMEeHNa OTNMYaroTcs nonuMmopguamMom. BeigensatoT Tpu knnHudeckune popmbl BIKH
B pesynbrate He4OCTaTOMHOCTU 21-rnmapoKcunasbl: CONbTEPSAIOLLYIO, MPOCTYIO (BUPUITbHYIO UM He-
OCIOXHEHHYI0), CTEPTYIO (MO34HO NPOSABASAIOLLYIOCS, HEKNAcCUYeckyto). B nepnon HOBOpOXAEHHO-
CTW ONarHOCTUPYIOT NNLWb ABHble (POPMbl HE4OCTAaTOMHOCTU 21-rMapOKCUIIasbl: MPOCTYI0 N COnbTe-
psitoLLyto[6].

Conbtepstowan dpopma BIKH Bctpevaetca y 2/3 6onbHbIX ¢ gecmuntom 21-rugpokcmnasbi.
[Mpn poxxgeHUn KrMHUYeckasa KapTuHa He OTnMyaeTcs OT nposirieHun npocton coopmbl BIKH, HO
yxe Ha 1—4- Hegensax >XM3HU pasBMBaOTCA CUMMNTOMbI OCTPOW HELOCTaTOYHOCTU HaLNovYeyHu-
KOB: nporpeccupytoLas noteps Macchl Tena, cpbirmBaHus, pBota «OHTaHOM», Anapes, «KMpamMop-
HOCTb» KOXXHOMO NOKPOBA, CHMKEHME apTepManbHOro AaBneHus, Taxmkapams (peako bpagukapaus),
rMyxoCTb TOHOB cepAua, unaHo3s. Npu oTcyTCTBUM agekBaTHOW Tepanun 6onbHble nornbatoT B nep-
Bble 1—3 MecC Xun3Hu[2,8].

Mpwn conbtepsatowen popme BI'KH, korga HEBO3MOXHO NpPOBECTM ropMOHarnsHoe obcrnenosa-
HUe N3-3a TSXKECTU COCTOAHNA pebeHka, 6onbLLoe 3Ha4YeHne B AMarHOCTMKE NPUobpeTaloT xapakrep
N CTEeNEHb ANEKTPONIUTHBIX HAPYLLIEHUI (TMNepKanMeMunsi, ’MnoHaTpMeMmns, rmnoxnopemmns), JaHHble
OKI™ (runepkanunructng), nokasarenn KOC (metabonuyecknin aumgos), rematokpuTa (MOBbILEH),
YPOBEHb [T1H0KO3bl B KPOBU (CHMXEH). YKenaTenbHO A0 Havana Tepanuu B3aTb KPOBb 4SS onpeaene-
HUA cofepXaHus ropMoHoB [1,6].

Conbtepstowan oopma BIKH y geBo4yek B criydae TUMMYHOM KITMHUYECKOW KapTUHbI NpW Noro-
XUTENbHOM MOMIOBOM XpOMaTUHe He TpebyeT anddepeHumManbHON QUarHOCTUKN, HO Y MarbYnKoB
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cnegyeT UCKMIOYNTD KULLEYHYIO MHADEKLUMIO, MUNOPOCTEHO3, cencuc [3,6].

[na nocTtaHOBKM AnarHo3a, MOMUMO KITMHWUYECKOW CUMMTOMATMKKN, HEOBX0aMMO onpeaeneHue
KOPTMKOCTEPOUOOB B CbIBOPOTKE KPOBWU UMM B MOYE, ONpeaeneHne arekTponuToB KpoBuM (BKoYas
ypoOBeHb Mioko3bl, pH kpoBu), Y3 Hagno4yeyHNKOB 1 OpraHOB Manoro Ttasa, MccriegoBaHne Kapu-
OoTuna, KOHCynbTauusa reHeTuka u ruHekonora (anga gesodek). NonHoe obcnenoBaHne M KOHcepBa-
TUBHOe nedeHune geten ¢ BIKH gomkHoO HaunHaTbLCAa npakTuyYeckn cpasy nocre poXXaeHus, Bkovas
FOPMOHanbHY0 (MHKO- U MMHEPANOKOPTMKOUAbI) 1 MHAY3MOHHYIO Tepanuio [3,4,5].

KnuHnyeckoe HabnogeHme.

Pe6éHok K. pogunca 23.03.2024 ropa. I3 aHamHe3a maTtepu U3BECTHO, YTO AaHHas bepemMeH-
HOCTb NpoTekana Ha gooHe aHemun (Hb - 86 r/n), ymepeHHOro ManoBoabsi, XPOHNYECKON BHYTPUY-
TpobHon rmnokcuun nnoga. PebéHok ot Il 6epemeHHocTy, Il pogoB Ha cpoke 31 Hegenb. Bo Bpems
AaHHOW 6epeMeHHOCTU B NEPBOM TPUMECTPE OTMeYariCsl CUSbHbIA TOKCUKO3, KOTOPbIA COXpPaHANCS
no 3 mecsaueB. Bo Bpemsi 6epemeHHoCcTM Ha 12-14 Hegene nepeHecna COVID-19. Ha 20-22-i1 Hepe-
ne rectauum MeToaoM ynbTpasByKoBoro nccnegosaHnsa (Y3W) guarHocTMpoBaHbl CUHAPOM 3a4epiK-
Kn BHYTpUyTpoObHoro passutna nnoaa (C3PI1) n manoeogue, Ha 21-22-14 Hegene — doeTonnaueHTap-
Hasa HepocTtaTovHocTb (PIH), manosoaune. Mo aTomy nosBogy NpoBeaeHO CTauMoHaApHOE NeYeHune.
Ha 30-n Hegene 6epeMeHHOCTM Npu NOBTOPHOM Y3W anarHocTMpoBaHa AeKOMMNeHcaLmst XpoHuye-
ckon doeTonnaueHTapHOM HEAOCTAaTOYHOCTU. YunTbiBas Y3W kapTuHy Gb1n10 npoBegeHoO onepaTtus-
HOe pogopaspeLleHne nyTemM KkecapeBa CedeHns.

OueHka no wkane Anrap 3/5 6annos. AHTponoMeTpuyeckue JaHHble NPy POXAEeHUU: Macca
Tena 1335,0 r, anuHa 40 cMm, OKPY>XHOCTb rofnoBbl 31 CM, OKPYXXHOCTb rpyau 29 cMm. [leBoyka poau-
nacb B O4Y€Hb TSHKESNTOM COCTOSIHUM 3a CYET AblxaTernbHon HegoctaTtodHocTu Il — Il ctenenun, Bbipa-
YKEHHOro CMHAPOMA YrHETEHUSA LeHTpanbHon HepBHon cuctemsbl (LUIHC) Ha hboHe HegoHoLeHHOoCTH,
HespenocTn. C poxaeHus nonyvana pecnupatopHyo Tepanuio metogom HasanbHoro CPAP, ¢ 5-x
CYTOK — Ha CaMOCTOATENbHOM [blXxaHnn. B HeBponornyeckom cratyce COXpaHaMCb CUHAPOM YrHe-
TeHns LUHC, runoteHsna n runopednekcmsi. HoBopoxxaeHHas geBoYvka U3 poansibHOro 3ana obina
nepesefeHa B OTAeNeHne peaHnMaunm HOBOPOXAEHHbIX B KparHe TSXXENOM COCTOSAHUM BBUAY Abl-
XaTeribHOWM HegOCTaTOMHOCTM U MOPAOGYHKLUMOHANTbHON HE3PENOCTU U HEBPOSIOrMYECKOM CUMNTO-
maTtukn. OueHka no wkane CunbBepmaHa coctaBuna 7—8 6annos. PecnupaTtopHas HegoctaTou-
HOCTb Y HOBOPOXJEHHOrO MPOSIBISANach LWYMHbIM ObIXaHUEM, BTSXKEHUEM YCTYN4YMBbLIX MECT rpyaHON
knetkn, Y 6onee 60/MUH, Menu MecTo anHo3 AnuTenbHOCTbIO Bornee 15 cek. C 4-X CYTOK KU3HU
COCTOsIHME pebeHka pacLeHNBaNoch Kak CTabunbHO TSXKENOe, U OH ObINT NnepeBeaeH Ha BTOPOK aTarn
BbixaxkmBaHus B KB Ne5 B OlMH 1.

AnarHo3 npu nepesoge: BHyTpuyTpobHasa nHgpekums. NMNLUHC. HegoHoWweHHbIN HOBOPOXAEH-
HbIn 31 Hegenb rectaumn. B poaunsHoM gome nomny4vana: pecnupatopHyto Tepanuio CPAP; aHTu-
GakTepuanbHyo Tepanuio amnUUUIININH, FeHTaMULMH; KOhEenH.

CocTosiHme nNpu NOCTYNMEHNN TSXKENOE 3a CYET MHTOKCUKALUK, HEBPOSIOrMYECKOM CUMITOMaTH-
KW, HEQOHOLLUEHHOCTN, HE3penocTn. Ha ocMOTp pearnpyeT BSAMno, ABurateribHas akTUBHOCTb CHUXKe-
Ha. duanonornyeckme pedrnekcobl C pyKk KpaTKOBPEMEHHbIE, MblLLEYHAs AUCTOHUSA, C NpeobnagaHnem
TMNOTOHUN, KOXHbIE NOKPOBbI 6neaHo-po3oBble, ApAbnble, MOPLLMHUCTbIE C MPAMOPHbBIM PUCYHKOM.
[MepuopanbHbIn ULMaHo3 1 akpounaHod. Cnn3ncTble NoNocTy pta YncTble. MNMynoYvHbI OCTaTok B CKOG-
Ke. AyCKynbTaTMBHO Haf Nnerknumm ocrnabneHHoe abixaHune, BTSKeHME rpyanHbl n mexxpebepuin. ToHbI
cepaua npurnyweHbl, putMuyHble. YCC — 130-140 ya/muH. 2KUBOT MArkUN, noas3ayT, nepuctanstu-
Ka BbicnywmBaetcs. [NevyeHb U ceneseHka He yBenu4yeHa, BbIxoguT Ha 1 cM 13-noa kpasa pebepHom
Ayru, ceneseHka He nanbnupyeTcs.

Hapy>xHble NonoBble opraHbl MO XEeHCKOMY Tuny, rmneptpodus knutopa. C 6-7 CyTOK XU3HU Y
pebEéHka NoSABUNNCH CPbITMBAHUSA MO TUMY «(POHTAHOMY, YYallleHe U pa3XmKeHne cTyna, noteps
OT nepBoHavanbHon Mmaccel Tena 14%. HasHavyeHO 30HAOBOE MUKPOCTPYMHOE KOPMJSIEHME CMECHHO
«NutrilonlMenTtulactpo», HO y pebeHka coxpaHsanach Yactasi peoTa.

Bbin ycTaHoOBMEH LeHTpanbHbI BEHO3HbIN KaTeTep AS1S NpoBeAeHUa MHPY3NOHHOW Tepanuu.
Mocne BBegeHust AokopMa pebeHoK cTan cpbirMBaTh MNOCIE KaX4oro KOpMIieHus1, NNoxo cocan, no-
aBunmcb noHocbl. Cmeck «NutrilonlMentulfactpo» 6bina 3ameHeHa Ha «NeocateLCPy», yny4dwweHns
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He Obino. [danee 6binn onpoboBaHbl ewwe aAse cMmecu, pebeHok npogoskan cpbirmeaTth. B Bo3pacTe
16 gHen pebeHok cTan BaAnbIM, MHOro cnan. lNMosiBunuce Yactasi peota (OOHTAHOM, XUOKUIA CTyn 2
pasa B CYTKMW.

Ha 06.04.2024 r. ocMOTpeH HeoHaTaslbHbIM XMPYProM N UCKITKOYEH NMUIOPOCTEHOS.

PebeHok B gMHaMunke HecKosibko pa3s 6bif1 OCMOTPEH HEBPOMATONOrOM M MOCTaBMNEeH creayto-
wnn gunarHo3: Nocnegcteus BYW. CuHgpom yrHeteHna LIHC n Bereto-BucLepanbHbiX AUCHOYHKLUA.
M®H.

KoHcynbrauus reHetnka ot 20.04.2024 r.: anarHo3 — BpOXOEHHAs ANCHYHKLUMS KOPbl HAAMOo-
YeyHuKoB (AgpeHoreHuTanbHbi CUHOPOM), PEKOMEHOOBAH aHanM3 KPOBU Ha FOPMOHbI: anbgocTe-
POH, KOPTU30M, PEHUH; MUKpOaremeHTbl: Kanun, Hatpun, Xnop. PekoMeHao0BaHO KOHCYNbTauus 9H-
AOKpUHoOMora.

KoHcynbraums aHgokpuHonora ot 26.04.2024 r.: nonyyYeHHble AaHHble FTOPMOHOB KPOBU BbIAB-
nawT Bbicokue undpsl AKTT, TectoctepoHa, 17-OH-nporectepoHa, 4To CBUAETENbCTBYET B MNOSMb3y
BPOXAEHHOW rMnepniasnmn Kopbl HaANOYE4YHNKOB, BUPUITbHOM dOpMbl? PekomMeHaoBaH NpUEM Kop-
Teda 1,25 mr x 2 pasa B aeHb (7 n 22 yac). lNo pesynsratam anektponutoB (K- 5,5, Na — 128), no3a
KopTUHeda yBenuyeHa —2 pasa B geHb (10 n 17 yac) nog KOHTPONEM 3NEKTPONIUTOB KPOBU.

KoHcynbTaums AeTCKOro rmHekonora: xanobbl Ha HenpaBWUilbHOE CTPOEHME HapyXHbIX NOJSo-
BbIX OPraHoB, OHW CCPOPMMPOBaHbLI MO MYXXCKOMY TUMY, BbIPaXXEH YpOreHuTanbHbIA CMHYC B BUae
MOLLIOHKW, KITUTOP YBENUYeH B BUAe neHuca ¢ BblpaXeHHOW ronoBkon. PekomeHaoBaHO Ha3HayYeHue
rMIOKOKOPTUKOMAHOW Tepanuu nog HabnogeHnem sHAOKPUHOMNOra.

Tabnuua-1
OuHaMukKa nameHeHMM nokKasaTesnien obLiero aHanu3a KpoBu
dara | Hbria | wn Jper | et | wa | owiae | et Men. | anwd | l'[|r ()
1012 [ =9 109 | i
|
Afigesn | 165 | 095 | 52 (125 | 4| 1 |46 |10 | 41 | 287 | 4 |
IO 155 0,55 5 1.5 1.9 28 | 425 105 43 4 (]| 7
BE
015 | 163 | 089 | 37 | ILS | & | 1B | 35 | 3 | 48 | 210 | &
aei 188 | 0950 | 54 | 16,2 | 41 | 25 |369)] 105 | 479 | 309 | 40
AEITHE]
Mpn | 168 | 093 | 56 | 28 | 3 | 2 || | 44 [z | 3
pambcke | 120 | 095 | 38 | &5 | 05 | 05 | 15 | 2.02 | 4076 | 300 | 48
43 auefl 1.15 Rl 1.5 T 4 45

MpumevaHue: B uncnutene 3HadeHnst 6ONbHOroO, B 3HaMeHaTene — KOHTPO/b.

B kadecTBe KOHTpoOnsa ncnonb3oBanuck AaHHble H.I. lWabanosa, 2016 1. (T.2, c. 187-188).

CbIBOpPOTOYHbIN aHanua ot 26.04.2024 roa:

KopTtunson — 588 Hmonbe/n (Hopma 80£20 Hmonb/n); AnbaectepoH — 1100,0 nr/mn (Hopma 20
nr/mn); PennH — 16,60 nr/mn (Hopma 4.5-45,5 nr/mn); Kanuin — 5,50 mmon/n; Hatpuin — 128 mmon/n;
Xnop — 95 mmon/n;

HCI: rmnokcnyeckn-nieMmnyeckme N3MeHeHus1 NapeHXxnMbl roIOBHOMO Mo3ra, NMpu3Hakm ero
He3penocTu.

Y3 6ptowHOM NONOCTN: NaTONOrMN OpraHoB GPHOLLHOM MOMOCTN N NOYEK HE OBHapPYXXeEHO.

Y3W eHCKnX NoNOBbIX OPraHoOB — Hann4mMe MaTkun, pasamepbl KOTOPOW COOTBETCTBYET BO3pacT-
HOW HOpME, peEKOMEHA0BAHO NOBTOPHOE 0bcrneaoBaHme Yepes 6-9 mecsueB ONda BU3yanusauum amny-
HWKOB.

[aHHOM nauuneHTKe B Bo3pacTe 32 AHEeW HadaTta 3amecTuTenbHasi ropMoHarnbHas Tepanus
rmopokopTmM3oHoMm (kopted) n3 pacdeta 20 mr/m2 (07 4 — 1,25 mr, 22 4 — 1,25 mMr) n pnyapokopTu-
30HOM (KopTuHedd) (08 4 —— 0,025 mr, 18 4 — 0,025 mr). Ha dooHe npoBogumon Tepanun oTMmeveHa
nonoXxutenbHasa gMHaMuKa, yny4ynncs anneTuT, ucyesna peora, pedbeHok ctan npubaensTh B Bece.
HakaHyHe Bbinuckn y pebeHka macca tena 2130 r., 3a 43 KONKO-OHEW, NPOBEAEHHbIX B OTAENEHNN
npunbasun 1330,0 r.
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OkoHuaTenbHbIN AnarHo3: HacnegcTBeHHO — reHeTudeckoe 3abonesaHue.

By
i

L

PucyHok-1. HapyxHble reHutanumn geso4vku ¢ BAKH. Knutop neHucoobpasHbin. bonb-
LMe nosnoBble ryobl 06pa3yloT CKnag4yaTyo K MOLLUOHKY».

BpoxaéHHasa ancdyHKumMa Kopbl HaAno4YeyYHnKoB. BupunbHo — ConbrepstoLas gopma.

PebeHok BbINUCbIBAeTCA B YAOBNETBOPUTENIbHOM COCTOSIHAM Mod HabnwgeHue y4acTKOBOro
CEMENHOro Bpava 1 sHAOKpUHonora. PekomeHOoBaHO AucrnaHcepu3aumsi U KOHTPOSb: YPOBHEN Ka-
nus, HaTpus, Xropa cbiBOpoTkU,kopTn3ona, AKTI nnasmel 8 u 20 4acoB, anb4oCTeEPOHa, aKTUBHOCTb
peHuHa nna3mbl.IKI (1 pa3 B roa).OnpegenuTtb «KOCTHbIM» Bo3pacT (1 pa3 B rog).MPT ronosHoro
mo3ra 1 MCKT HagnoyeuyHukoB (1 pas B roa). AHK anarHocTuka.

3akntoyeHue. B cBA3n OTCyTCTBMEM pesynbrata HeoHaTallbHOMo CKPUHWHIa M HaCTOPOXKEH-
HOCTM HEOHaTONoroB Mo NoBoAy AaHHOro 3aboneBaHusi B ONUCAHHOM KIMHUYECKOM HabnogeHum
MMEET MEeCTO nOo34HsAs NocTaHoBKa AnarHo3da BOKH BupunbHO — conbrepsitowen popmbl. OCHO-
Ba neveHus BOKH — 3amectutenbHas rnioko- 1 MUHEpPanoKopTMKongHasa Tepanusi, no3sosstoLas
npegynpeanTb OCTPLIN agpeHanoBbIn Kpu3, oNnTUMMU3NPOBaTbL uanyeckoe passutme pebeHka.

Bknagbl aBTopoB: Bce aBTOpbl BHECIM CYLLECTBEHHbIV BKNag B pa3paboTky KoHuenumu, npo-
BEeLeHMe UccrneqoBaHnsa 1 NoAroTOBKY CTaTbu, NPOYnn n ogobpunu hmHanbHyo Bepcuo nepea ny-
onukauunen.

KoHMNUKT nHTepecoB. ABTOPbI AEKNApPUPYIOT OTCYTCTBUE ABHbIX U NOTEHUMaNbHbIX KOHGMNK-
TOB MHTEPECOB, CBA3aHHbIX C Nybrvkaumen HacTosLWen cTaTbi.

NcTOYHMK cbHaHcMpoBaHUA. ABTOPbLI 3asaBMSOT 06 OTCYTCTBMM BHELHEro (hPMHAHCUPOBAHUS
npv NpoOBEAEHNN NCCNEAOBaHUS.

List of references

[1] Afonin A. A. et al. A case of adrenal cortex hyperplasia in a newborn child // Medical Bulletin
of the South of Russia. 2017; 2: 81-84.

[2] Burtseva T. E. et al. Registry of children with congenital dysfunction of the adrenal cortex in
the Sakha Republic (Yakutia): salt-wasting form // Bulletin of the North-Eastern Federal University
named after M.K. Ammosov. Series: Medical Sciences. 2019; 1 (14): 19-24.

[3] Girsh Ya. V., Kurikova E. A. Congenital dysfunction of the adrenal cortex: a case report //
Bulletin of Surgut State University. Medicine. 2020; 2 (44): 46-53.

[4] Mokrysheva N. G. et al. Clinical guidelines «Congenital dysfunction of the adrenal cortex
(adrenogenital syndrome)» // Obesity and Metabolism. 2021; 18 (3): 345-382.

[5] Solntseva A. V. Congenital dysfunction of the adrenal cortex in children. 2018: 45.

[6] Shabalov N. P. Neonatology. A textbook in 2 volumes. Volume |l. Moscow: GEOTAR-Media;

www.fdoctors.uz 126 2025 / Issue 06 / Article 20



Medical science of Uzbekistan published: 24 December 2025

2020.

[71 ConlonT.A.etal. International newborn screening practices for the early detection of congenital
adrenal hyperplasia // Horm Res Paediatr. 2023; 1-13.

[8] Korula S. et al. Comprehensive overview of congenital adrenal hyperplasia and its genetic
diagnosis among children and adolescents //Journal of Pediatric Endocrinology and Diabetes. 2023;
2(3): 119-130.

[9] Uslar T. et al. Clinical update on congenital adrenal hyperplasia: recommendations from a
multidisciplinary adrenal program //Journal of Clinical Medicine. 2023; 12(9): 3128.

www.fdoctors.uz 127 2025 / Issue 06 / Article 20



