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0O6ocHoBaHune. OcTpasi Haano4Ye4YHNMKoBasi HeA0CTaTOYHOCTb (aAPEHAN0BbIN KPU3) — PEAKOEe KU3HEYrpoKaloljee coCcTos -
Hue, 06yCI0BIEHHOE HapyLUEHNEM CUHTE3a MM CEKPELIMN KOPTU30/1a B KOpe Haano4Ye4yHnKoB. OnncaHus ciyydaes gebrota
aApeHanoBoro Kpusa B nepBble CYyTKU U3HN Y HOBOPOXKAEHHbIX C BPOXKAEHHbIM 3a6071€BaHMEM HaANo4Ye4YHMKOB B IMTEPA-
Type oTcyTCTBYIOT. ONnMcaHne KIMHMYECKOro cjy4as. Y HOBOPOXKAEHHON JEBOYKU MPU POXKAEHUN BbisSIBIEHO HEONpeaeeH-
HOE CTPOEHME HapyKHbIX reHuTanni. o pesynbTatam yibTpa3ByKOBOro NCCe[0BaHUS OpraHoB MaJsoro Ta3a 06HapyKeHbl
maTKa U SMYHNKKU, B NOCEAYIOLEM NOATBEPKAEH KapnoTun 46,XX. AHann3 KpoBu nokasas runoriMKeMmio U metaboamn4ec-
KW aumaos3 ¢ pecnupatopHoi AeKoMreHcaumen, KOHUEeHTpaumMmn HaTpms u Kaausi B KPOBM B ripegenax pedepeHCcHoro
AnanasoHa. KauHn4yeckn ycTaHoBJIEH AMAarHo3 BPOXKAEHHOM runepnnasun HaAMnoYeYHUKOB C COIbTEPSIIOLMM KPHU3OM.
Hayato nedeHune ruipoKopTM30HOM 0 75 Mr/M2 BHYTPUBEHHO B CYTKU C MEPEX0AOM Ha NepopasbHbIi exeHEeBHbINA npuem
ruapoKkoptTusoHa (20-15 mr/m2) u ¢payapoxkoptuaoHa (0,1—-0,75 Mr/CyT) ¢ MONAOMKUTENbHIM PE3YILTaTOM. B fa/ibHeAlem
cosibTepstoLLas Gopma BPOXKAEHHON AUCHYHKLUMM KOpbl HaagnodyeYHuKoB (BAKH) 6bina noatBepKaeHa MOJIEKYISIPHO-reHe-
TUYECKUM UCCNEe0BaHNEM: BbISIBJIEH paHee onucaHHbIA natoreHHbi BapuaHt Q318W reHa CYP21A2 B roMo3MroTHOM
cocTosiHuu. 3akntodenme. B/JKH, Bbi3BaHHass M3MEHEHMSIMU EHOB, y4acTBYIOLMX B BGMOCMHTE3E KOPTM30/a, ABASEeTCS
camMo¥ 4acTo#M MPUYMHON NEPBUYHON HaAMoOYEeYHNKOBOM HEAOCTAaTOYHOCTU Yy HOBOPOXAEHHbIX. OgHaKo B 3TOM Bo3pacTe
TPYAHOCTU BbI3bIBAET UHTEPMPETALIMS HEKOTOPbIX KIACCUYECKMX CUMMITOMOB HaAMOYEYHUKOBOIro Kpu3a (COMHOEHTHOCTb,
TOWHOTa MM PBOTA, MIOTOHUS, TMIOIMKEMUS, TMIOHATPUEMUS). ITO NPUBOANT K MO34HEN AMarHOCTMKe 3abosieBaHus
M accoLMMPOBaHO C BbICOKUM PUCKOM OCI0XKHEHMI U 1eTaslbHOro ucxoaa. HoBopoXKAEHHbIM ¢ CUMITOMaMU HaAMo4YeYHNKO-
BOro Kpu3a TpebyeTcs HeMealeHHas MeAMLMHCKas MOMOLLb, BKKOYatoLas napeHTepabHoe BBeAEHME [TIIOKOKOPTUKOMAO0B.
Knro4deBble cnoBa: Ha[no4ye4YHNMKoBas He40CTaTOYHOCTb, adpPeHanoBbif Kpu3, Aeduumnt 2 1-rugpoKkennassl, rMapoKopTU30H
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Adrenal Crisis at the Onset of Congenital Adrenal Disease:
Case Study

Background. Acute adrenocortical insufficiency (adrenal crisis) is a rare life-threatening condition caused by impaired cortisol synthesis
or secretion in adrenal cortex. There are no descriptions of adrenal crisis onset in the first day of life in newborns with congenital adrenal
disease in the literature. Case description. Newborn girl had abnormal external genitalia at birth. Pelvic ultrasound revealed uterus and
ovaries, and subsequently karyotype 46,XX was confirmed. Blood test showed hypoglycemia and metabolic acidosis with respiratory
decompensation, blood sodium and potassium levels were within reference ranges. Diagnosis of congenital adrenal hyperplasia
with a salt-wasting crisis has been clinically established. Therapy with hydrocortisone 75 mg/m?2 intravenously per day was initiated,
changing over oral daily administration of hydrocortisone (20-15 mg/m?2) and fludrocortisone (0.1-0.75 mg/day) with positive results.
Subsequently, salt-wasting form of congenital adrenal hyperplasia (CAH) was confirmed via molecular genetic study: the previously
described pathogenic variant Q318W in the CYP21A2 gene in homozygous state was revealed. Conclusion. CAH, caused by gene
alternations involved in cortisol biosynthesis, is the most common cause of primary adrenal insufficiency in newborns. However, there
are several difficulties at this age with some of the classic symptoms (typical for adrenal crisis) interpretation: somnolence, nausea or
vomiting, hypotension, hypoglycemia, hyponatremia. It leads to late disease diagnosis and is associated with higher risk of complications
and death. Newborns with adrenal crisis symptoms require immediate medical help, including parenteral glucocorticoid administration.
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OBOCHOBAHME

OcTpasi HagnoYye4yHMKoBas HEAOCTATOUYHOCTb (agpeHano-
BblM KPU3) — XU3HEYrpoxatolliee COCTOAHUE, BO3HUKaloLLee
B pe3y/bTaTe Pe3KOro, BHE3arnHOro CHUXEHWS MpoayKLuu
rOPMOHOB B KOpEe HaAno4ye4yHWKOB. AQpeHanoBbl Kpu3 npo-
TEKaeT ¢ MeTaboIMYECKMM aLUMa030M, rMNOrNMKEMUEN, AUC-
6anaHcoM 3MEeKTPONUTOB U Aervapartaumen, Yto npuBOAWT
K OCTPbIM HapyLEeHUsIM CepaeyHO-COCYyANCTON AesTeNbHO-
CTU U HEPBHO-MCUXMYECKOro CTaTyca, KeNyAoYHO-KULWEYHbIM
paccTtpovictBaM [1]. HacToTa cnyyaeB agpeHanoBOro Kpusa
B EBpone coctaBnsier 6—-8 cnyyaeB Ha 100 TbiC. HaceneHus
B roa, U3 Kotopbix 70% npuxoautcs Ha Bo3pacT Ao 10 net
[2, 3]. Cpean naumMeHTOB C HAANOYEYHMKOBOW HEOCTATOYHO-
CTblO Ha MOCTOSIHHOM 3aMeCTUTEIbHON FOPMOHaNbHON Tepa-
MWK YacToTa apPeHaNoBoro Kpusa coctaBnget 4o 5-10 anu-
3040B Ha 100 nauueHToB B roA; CMEPTHOCTb AOCTuraet
ypoBHA 0,5 cnyyass Ha 100 nauueHToB B rog [4]. Yactota
cNnyyYyaeB afjpeHanoBoro Kpusa B Poccun HemsBecTHa.

MNepBrYyHasa HagnoyeyHnKoBasa HegoctatodHocTb (MHH) —
NnoTeHUManbHO onacHoe Ans XW3HWM 3aboneBaHue, xapak-
Tepusyloueecs HeaoCTaTO4YHOM CEeKpeLren MIoKOKOPTUKO-
WUAHbBIX WM/WAM MWHEPaNOKOPTUKOMAHBIX FOPMOHOB B KOpe
HaAno4Ye4yHWKOB, TOrda KaK CeKpeuust aHOpPOreHOB MOMET
ObITb HOPMasIbHOMN, CHUKEHHOM WM NOBbLIWEHHOW — B 3aBU-
CMMOCTH OT OCHOBHOrO 3aboneBaHusd [5]. Hanbonee yacton
npuynHon MHH y peten (70% cnydaeB [6, 7]) aBnsetcs
BPOXAEHHaAs AMCOYHKLMSA Kopbl HagnoveyHukos (BAKH),
AvMarHocTMpyemas B pasHblx CTpaHax y 1 Ha 9-18 TbiC.
HOBOPOXAEHHbIX [8]. ApyrumMu npuymHamun passutusa MNMHH
y AETEN ABNAOTCH ayTOMMMYHHbIN agpeHanuT (15% cnyyaes),
WU30/IMPOBaHHbIN WKW B COCTaBE ayTOMMMYHHbIX MOJIUINaH-
OYNSPHbIX UKW FEHETUYECKUX CUHAPOMOB, CEencuc, ABYCTO-
pPOHHEE KPOBOW3UAHME B HaAMOYEYHWKU MPU MEHWHIO-
KoKuemuu (tabn. 1) [5, 9, 10]. daKTOpamMu pucKa pa3BuUTUS
aApeHanoBOro Kpmnaa saBasaTca Monogon sospact [11, 12],
B TOM YMCNe HA MOMEHT yCTaHOBNEHUS anarHo3a [13], MNMHH,
NOBTOPHbIE TFoCnuTanM3aumMmM nauMeHTOB MpuU Heperynsap-
HOM MNpUEME WAN HEeAOCTAaTOYHOW A03€e 3aMeCcTUTeNbHOM
rOPMOHaNIbHON Tepanuu, PecnupaTopHble WK XKenyao4yHo-
KULWEeYHble MHGEKUMM Npu OTCYTCTBMM CBOEBPEMEHHOIO
nepeBoda Ha CTpecc-403bl MMOKOKOPTUKoMaos [14, 15].
B HeoHaTanbHOM nepuoae aapeHanoBbli Kpn3, 06YyCNOBIEH-
HbI BPOXXAEHHOW NaToNOrMen HaanoY4e4YHMKOB, XapaKTepu-
3yeTcs rMnoHaTpueMunen, runepkannemmen, rmnoTeH3nen
W runornukemuen [16].

ALpeHanoBbi KpU3 MOXET BO3HUKHYTb B aebiote NMHH
npu NO3JAHEM pacrno3HaBaHWK CUMMNTOMOB 60ne3Hu [17].
CpeaHee Bpems OT NOSIB/EHUS NEPBbIX CUMNTOMOB [0 SIBHO-
ro Hajno4Ye4HMKOBOro Kpu3a — 1 cyt [18]. [pu 3TOM CUM-
NTOMbl ¥ MPU3HAKKU aApPEHAN0OBOro KpU3a 1 COCTOSHMI, CBS-
3aHHbIX C MOBbIWEHHLIM PUCKOM €ro pa3BuUTUS, MOTYT ObiTb
HecneunMduyHbl, @ NOTOMY YacTO OCTalOTCA Hepacno3HaH-
HbIMW, OCOBEHHO y AeTen [15]. Y nauneHToB C X-cuenneH-
HOW afpeHonenkoanucTpodpuren SBneHUs Haano4eYHMKOBOM
HeaoCTaTOYHOCTU MOTYT ObiTb HE3AaMEYEHHBIMU WU MPUHS-
TbIMM 3@ CUMMNTOMbI MOPaXKEHUS HEPBHOW CUCTEMDbI. TaK, Mo
[l@aHHbIM PETPOCMEKTUBHOIO UCCNEA0BaHNUS MAaLMEHTOB MyX-
CKOrO MoJia C reHeTUYECKN NOATBEPKAEHHOM X-CLIEMIEHHON
aJlpeHONIENKOANCTPODUEN N HAANOYEHYHUKOBOM HEAOCTATOY-
HOCTbIO, 3aleprKKa AMarHoCTUKKM nocneaHen nocne nosieie-
HWS NepBbIX CUMNTOMOB 3ab0/IeBaHWs COCTaBNaNa B cpea-
Hem 1,6 roga [19].

E.M. OpnoBa 1 coaBT. onucann Cepuld KINMHUYECKUX
c/ly4aeB CEMEWHOro M30/MpOBaHHOro agedwuuuTta [OKo-
KOPTMKOMAOB, B TOM 4YMUCNe NauuMeHTa — HocuTens narto-
reHHoro BapuaHTa reHa MC2R, guarHo3 KoTopomy Obi
YyCT@HOBJIEH MOC/Ae NepBOro ann3ona rmMnorMKEMUYECKON

Ta6nuuya 1. 3TMonorna NnepBUYHON HaaNoOYe4YHMKOBOM
HeAoCTaTOYHOCTHM y AeTen (aAanTMpPOBaHO C UBMEHEHUSMU
13 [5, 9, 10])

Table 1. Etiology of primary adrenal insufficiency in children
(adapted with changes from [5, 9, 10])

HacnepctBeHHble BapuaHTbl MHH

BpoxaeHHasi ANCOYHKLMSI KOPbl HAAMOYEYHMKOB

e neduunt 21-ruapoKcmnasbl

e nednumnt 11-6€Ta-ruapoxkcmnassl

e nedunumt 3-6eTa-ruapokcucTepomanernaporeHassi Il

° nednumUT pepmeHTa oTlenneHns 6OKOBON Lienu

° nedununUT OKCHMaopPeayKTashbl

® BpOXJEHHas MnonaHasa runepnias3us HaanoYeyHMKOB

BpoxxaeHHas runonnasvns Hano4e4YHNKoB

e X-cuenneHHasa BPOXAeHHasa runonnasusg Haano4ye4yHMKoB
e mMuoamnctpodusa JoweHHa

e XY-peBepcus

¢ IMAGe-cvHapOM

BpoxaeHHas He4yBCTBUTE/IbHOCTb K AKTI

® K30/IMPOBaHHbIN AePULNT MIOKOKOPTUKOMAOB 1-ro Tuna
® U30/MPOBaAHHbIV 4eDULMT MIOKOKOPTUKOMAOB 2-ro Tna
® ceMenHbln AedULUT MIOKOKOPTUKONL0B

e cuHapom OnrpoyBa

MeTabonnyeckme 3aboneBaHNUs

® agpeHonenkoancTpodmsa

e cuHapom Cmuta — Jlemnn — Onuua
e 605e3Hb BonbMaHa

6onesHb LlenbBerepa
MUTOXOHAPUanbHble 3a6oneBaHus

MpuoGpeTeHHblie BapuaHTbl MHH

WHpeKummn

® MEHUHIoKoKLemMus (cuHapom Yotepxaysa — OpuaepuKkceHa)
° LUTOMEranoBupyc

e BUY

® KaHaMAao3

e Ty6GepKynes

lNoBpexxaeHne TKaHn HaArno4yeyHnKa
® KpOoBOU3NUAHNE B HaANOYEYHUKHU
® WHTpaHaTal/lbHad TpaBMa

¢ MeTacTa3bl

® UHOUALTPATUBHbIE 3a60eBaHUA

AYyTOMMMYHHBbIV agpeHaanT
® N30/IMPOBaHHbIN (601€3Hb ALAMCOHA)
® ayTOMMMYHHbIWA NONUINAHAYNSAPHBIA CUHAPOM

MeankameHTo3Has MHH
® KEeTOKOHa30/

e aTOMMAAT

° pudaMnuumH

® MWTOTaH 1 np.

Mpumeyanne. NMHH — nepBuYyHaa Hagno4ye4yHWKOBaAs HeJOCTaATOM-
HocTb; BUY — BUpyc nmmyHoaeduunTa Yenoeka; AKTI — agpeHo-
KOPTUKOTPOMHbIM ropMoH; IMAGe — intrauterine growth restriction,
metaphyseal dysplasia, adrenal hypoplasia congenital, genital
abnormalities (cMHAPOM, coYeTatoWmnn rmMnonnasnio HaanoYe4YHNKOB
C BHYTPUYTPOGHOW 3aAeprKKoin pocTa, meTtadu3apHoW aucnnasuven
M @aHOMaJIbHbIM CTPOEHUEM FreHUTaNum).

Note. PAI (MHH) — primary adrenal insufficiency; HIV (BUY) — human
immunodeficiency virus; ACTH (AKTI) — adrenocorticotropic hormone;
IMAGe — intrauterine growth restriction, metaphyseal dysplasia,
adrenal hypoplasia congenital, genital abnormalities.
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KOMbl B BOo3pacTe 12 net. M 310 npu TOM, YTO C NePBOro
roga W3HW Yy Manb4yMKa OTMeYeHa runepnurMmeHTauus
KOXM, OTCYTCTBOBaBLIAs Yy Y1€eHOB ero ceMbu. Kpome TOro,
cecTpa NauuveHTa ymepna B Bo3pacTte 4,5 net oT 3Hue-
dannta, 4To TaKKe MOorfao 6biTb CAeACTBMEM HaAno4vey-
HMKOBOW HEeAOoCTaTO4HOCTU. TakMum 06pa3oM, B PYTUHHOM
Bpa4yebHON NpaKTMKe He Bcerga npuMHUMaeTcs BO BHUMa-
HMe naTorHoMoHu4yHasa ans NHH runepnMrmMeHTaumnsa Koxu.
Kak cneacTteue, natonorns Hagno4Ye4HMKOB A0Nroe Bpems
OCTaeTcs HeanarHOCTMPOBAHHOW, 3KCTPEHHOE BBeAeHue
TMOPOKOPTU30HA MOXeT OblTb HavyaTo C 3aJepPXKKOW, 4TO
BeET K TsaxenbiM nocneactaunam [20].

bes 3aMecTUTenbHOM Tepannn Hagno4YeyHMKoBas Heao-
CTaTOYHOCTb 060N 3TUONOTUN SABNSAETCH MHKUIHEYrpoxa-
lowum 3aboneBaHuem [21]. OTcyTCTBME CBOEBPEMEHHO-
ro MapeHTepanbHOro BBEAEHMS [IIOKOKOPTUKOMLOB Mpw
aApeHanoBOM Kpu3e MOXKET NPUBECTU K HeobpaTtumomy
NOPa*KEHUIO FOSIOBHOIO MO3ra Ha QOHe TAMKENOoW rMMoHa-
TPUEMUWU U/WUNWN TUNOMIUKEMUM NMBO K NeTanbHOMY MCXO-
oy [22]. CBoeBpeMeHHOEe pacno3HaBaHWe U Havyaso nevyeHuns
aApeHanoBOro Kpuaa WAuM COCTOSIHWMM, acCOLMMPOBAHHbIX
C PUCKOM €ro pasBWTUSA, MOXKET CHU3WUTb PUCK PasBUTUSA
YUBHEeYrpoXKatlLmx coctossHum [3, 10].

OnucaHHbIM HUXKE KIMHUYECKUIM cnydYan OEeMOHCTPUpPY-
€T paHHWe NPOosBNEHUSA OCTPOM HaAMOYEYHUKOBOW Heao-
CTaTOYHOCTM Y HOBOPOXKAEHHOrO C HeonpeaeNeHHbIM CTPO-
€HWEM TeHWUTaNuMM W yCnewHoe WX KynupoBaHue nocne
CBOEBPEMEHHOIO NapeHTepanbHOro BBEAEHUS TMAPOKOP-
TM30Ha 40 MONyYeHUs pPe3yNbTaToB HEOHATaNbHOro CKpM-
HWHra Ha BAKH.

KAWHUYECKWUA NPUMEP

O nauueHTte

Y HOBOPOXAEHHOTO MNPV POXAEHWW YCTAHOBEHO
MHTEpPCEKCYalbHOE CTPOEHWE HaPYXKHbIX MONOBbIX OPraHoOB
(puc. 1).

Puc. 1. CTpoeHve HapyHblIX NONOBbIX OPraHOB HOBOPOXAEHHOMO
46,XX ¢ pednumtoM 21-rmapoKcunasbl (naToreHHbii BapuaHT
Q318W reHa CYP21A2 B roMO3WUIrOTHOM COCTOSIHWM)

Fig. 1. External genitalia of 46,XX newborn with 21-hydroxylase
deficiency (pathogenic variant Q318W in the CYP21A2 gene

in homozygous state)

lMpumevaHue. Bupnnnusaums HapyxHbix nonoBbix opraHos lll no Prader
(runepTpodusa KNMTOPa; YaCTUHHOE cpaLleHne 6OMbLUNX NONOBbIX
ry6; 06K yporeHuTanbHblM CUHYC), TMNepnurMmeHTaums

W CKNagyaTocTb 60/bLUNX NOMOBLIX rY6.

UcTouHuk: Xapkosa U.10., 2019.

Note. Virilization of the external genitalia Ill according to Prader
(macroclitoris; incomplete fusion of the labia majora; common
urogenital sinus); hyperpigmentation and folding of labia majora
Source: Zharkova l.Yu., 2019.

Pe6eHOK OT TpeTben 6epemMeHHOCTH, TPETbUX POAOB
(6paT B BO3pacTe 4 net 340p0OB, cecTpa B Bo3pacTe 2 neT
340poBa). M3 aKylepCcKO-rMHEKOIOrMYEeCKOro aHaMmHesa
MaTepu U3BECTHO, YTO 6epeMEHHOCTb NpoTeKana Ha doHe
O0EePMOWOHOM KUCTbl NpaBoOro sn4yHuka, Ha 30-31-n Hen
OnarHoctMpoBaH abcuecc NeBon MoYku, ¢ 33-i Heg —
aHeMusa nerkon crteneHu. Poabl duanonornyeckue Ha
41-n Hed, macca Tena npu poxkaeHun — 3642 1, agnvHa
Tena — 55 CM, OKPYXXHOCTb rofioBbl — 36 CM, OKpPYXK-
HOCTb rpyau — 35 cM, BCe nokasaTtesin COOTBEeTCTBOBaMU
rectauuMoHHomy Bo3spacTty. OueHka no wkane APGAR —
8/9 6annoB Ha 1/5-W MWH COOTBETCTBEHHO. [pyaHoe
BCKapMJ/IMBaHWE C POXKAEHMUS.

HacneactBeHHbIM aHaMHe3 y poautenen n cubcos 6e3
ocobeHHocTen. bpak poauTenen pebeHka Heb6AM3KOpoa-
CTBEHHbIN.

JAnHamMuKa u ucxopbl

[eTCKMN 3SHAOKPUHONOr npurnaweH B OTAeNeHue
naTonorMnm HOBOPOMKAEHHbIX MEPUHATaNbHOIO LEHTpa Ha
2-e CyT nocfe pPoAOB ANS KOHCyAbTalMWU HOBOPOXAEH-
HOMO C WMHTEPCEKCyanbHbIM CTPOEHMEM HaPYXKHbIX FEHU-
Tanun. Mpun ocmoTpe macca Tena — 3604 r, yacTtoTa
cepAeyHbix cokpaueHun (HCC) — 128 ya./muH, YyactoTa
OblxaTenbHbix ABMxXeHun (H44) — 44 /MuH, apTepuanbHoe
nasneHune (A: cuctonnmyeckoe/onactonmyeckoe/cpegHee
apTepuanbHoe gaBneHune) — 68/46/45 mm pT. cT. Koxa
po3oBas, 4uctasd, 6e3 runepnurmeHtaumun. Typrop TKa-
HeW yooBNETBOPUTENbHbIN. [blxaHWe NpOBOAUTCA pPaBHO-
MEpPHO MO BCEM MOMAM, XPUMNOB HeT. [eMognMHamMuKa cTa-
6unbHas. ToHbl cepala AcHble, pUTM npaBuibHbIn. KnBoT
MSATKMWA, OOCTyneH rnyeboKoW nanbnauuun, nevyeHb +1 cm
M3-noa Kpaa pebepHon ayru. HapyKHble NofoBble OpraHbl
HenpaBWIbHOIo CTPOEHUS (CM. puc. 1), KIUTOp yBENUYEH
B pa3mepax, AnmMHon go 4 cm, wupuHon go 1,5 cm (Kauto-
pasbHblt MHOEKC — 600 M2). Bupuansauus HapyKHbIX
nonoBbIx opraHoB |l no Prader: knutopomeranus, 4yactuu-
HOe cpalleHne 60MbliMX MONOBbIX ry6, yporeHuTasnbHbIn
CcuHyc. [JononHuTeNnbHble 06pa3oBaHna B Toslle 60/bLINX
nofioBbIX ry6 M NO XO04y MaxoBblX KaHanoB MNpW nanbna-
LMK He onpegenanuck. Mo pesynbraTtaM ocMOTpa 3anogo-
3peH agnarHos: «<HapyweHue dopmupoBaHune nona. BAKH?».
BBuay oTcyTCTBMS CMMMOTOMOB MOTEpW conum U ageduuumTa
rMIOKOKOPTMKOMAOB Ha MOMEHT OCMOTpa Mo pesynbrataMm
JOCTYMHbIX K aHanuady nabopaTopHbiX TECTOB OT Tepanuu
FMIOKOKOPTUKOUAHBIMU U MUHEPANOKOPTUKOUAHBIMKU Mpe-
napatamu MPUHATO pelleHne BO3AepKaTbCs 4O Mnofy4e-
HUS pesynbratoB goobenegosaHma (17-OH-nporecTepoH,
Kanumn, HaTpUK, PEHUH, TNIOKO3a KPOBMK).

Ha 3-u cyT XM3HM coCTosiHME pebeHKa yXyAlWnoch:
OTMEeYanncb BSSI0E COCaHWe, OJHOKPAaTHOE CpbirMBaHMeE,
ybbllb Maccbl Tena B TeyeHue CyTok coctaBuna 150 r.
BbIiBNEHbl YyMEPEHHbIE AblXaTeslbHble U MUKPOLMPKYNSTOPR-
Hble HapyweHus, 3adUKCUMPOBaHbl 3HAYEHUS TIMKEMUK [0
2,1 MMOAnb/N, MPKU 3TOM HaTPUM U KalMih KPOBM HaxoaWInChb
B npegenax pedepeHcHbIX 3Ha4yeHun (Tabn. 2). OTMevanucb
O/IUrOypuUs, HE3HaYUTENIbHbIN MeTabo/IMYECKMA aLnaos.
PebeHoOK nepeBeneH B OTaeNneHne peaHMMaunm U UHTEHCUB-
HOM Tepanuu HoBopoXAeHHbIX (OPUTH). Mpu noctynneHmn
B OPUTH cocTosiHne Tsaxenoe, o6yCnoBEHHOE MUKPOLMP-
KYNATOPHBbIMW HapyWeHUSMKU, NPeAnoNoKUTENbHO, HaaMo-
YEYHWKOBOW HEAOCTATOYHOCTbO, NIETKMMMU AblXaTenbHbIMU
HapyweHuamu. Macca tena — 3454 r. YHCC — 120 ya./mMuH,
a4 — 60/mun, AL — 71/28/40 mm pT. CT. KoxKa UKTepmy-
Has 0o 2—3-1 30HbI, Ha 61e4HO-PO30BOM POHE, MpaMopHas,
cepoBaTas. [MnepnurmeHTauusa JWHUKA AepMaTorndUKK
NafoOHEeN, HAapPYKHbIX reHUTanuin. Typrop TKaHen CHUXeH. Ha



Ta6nuua 2. JntHamnKa KOHLEHTPaLLMK HaTPUS, Kalns 1 II0KO3bl KPOBU Ha GOHE KOPPEKLMKU A03bl IIOKOKOPTUKOMO0B

M MUHEPaNoKoOPTUKONAOB

Table 2. Blood levels of sodium, potassium and glucose at correction of glucocorticoids and mineralocorticoids doses

Bo3spacr, cyT Hatpun, Mmmonb/nt Kanui, Mmmonb/n? IioKo3sa, MmMonb/n3
3 145 4.4 2,1
4 H/A H/A 8.8
6 151 4,0 6,4
7 138 3,76 5,3
8 140 3,55 5,8
10 142 4,1 54

Mpumeyarmne. PedbepeHcHble nHtepsansl: <> —136-145 mmonb/n; <2> — 3,5-5,1 MMonb/11; <3> — 2,8-5,5 MMO/b/N; H/[ — HET AaHHbIX.

Note. Reference ranges: <> —136-145 mmol/L; <2> — 3,5-5,1 mmol/L; <3> — 2,8-5,5 mmol/L; n/a (H/0) — no data available.

OCMOTpP pearupyet Bano. [bixaHMe NpoBOAMTCH paBHOMEp-
HO MO BCEM MOSM, XPUMOB HET, OTMEYaeTcs Nierkoe yyac-
TMe BCromoraTtefnbHOM MyCKynaTypbl. TOHbl cepaua sicHble,
PUTM NPaBWbHbIA. ANU30Abl TaxMKapanMmK nNpu 6ecnoKoncTee
[0 160 ya./MuH. Mepudepuryeckunt nynbc yMepeHHo ocnab-
neH. Cumntom 6enoro natHa — 3 c¢. lNeyeHb +1 c™M M3-noj
Kpas pebepHon oyrun. beina Havyata MHOY3MOHHaAA Tepanus
rMIOKO30-COMEBLIM PACTBOPOM C LLENbI0 YaCTUYHOrO napeH-
TepanbHOro NuTaHusa B pacyete 90 mn/Kr/cyrt. MNpoBoannach
avddepeHumManbHas AnMarHoCTMKa € MHPEKUMOHHO-BOoCNa-
NUTENbHBIM MPOLLECCOM, HO BBMAY HOPMaSibHbIX 3HAYEHWM
C-peaKTMBHOro 6enKka 1 OTCYTCTBMSA NaToONOrMMK Mo AaHHbIM
peHTreHorpadum opraHoB rpyaAHOM KNETKMU ANarHo3bl «MHEeB-
MOHMS» U «CEMCUC» UCKITIOYEHDI.

Y4ynuTbiBas rMMNOrMKEMUYECKUIA CUHAPOM, AblXaTesbHble
N MUKPOLMPKYNATOPHbIE paccTponcTBa Ha doHe meTabonu-
4YeCKOro aLmao3a, NoATBEPKAEHHble NabopaTopHbIMU TecTa-
MW, Y HOBOPOXAEHHOIO C OTpULIATENbHOM AUHAMUKOW MacChl
Tena v HeonpeaeneHHbIM CTPOEHUEM HAPYXHbIX FreHUTanum
K/IMHUYECKN Obl1 YCTAHOBMEH MpeaBapuTe/bHbIM AMArHo3:
«HapyweHne cdopmupoBaHue nona. OcTtpas HagnoyeyHu-
KoBasi HefgocTaToyHocTb. BAKH, conbrepsitowas dopma?»
W MO XM3HEHHbIM MOKa3aHWAM MHULMUPOBAHA rOpMOHasb-
Has 3amMecTuTeNbHaa Tepanus rMAPOKOPTM30HA aueTaToM
B BWe CTapTOBOro napeHTepanbHOro 6ontoca B o3e 25 mr
C ero nocneaywoliMm BHYTPUBEHHLIM BBEAEHWEM B PaBHbIX
JONAX KaXable 6 4 u3 pacyeTta 75 Mr/m2/cyt. Pe6eHoK nony-
Yyan AOMNONHUTENbHOE dHTEpPasibHOE NMUTAHUE C MOCTEMNEHHbBIM
paclwmpeHeM 10 BO3PaCTHOM HOPMbI.

Ha ¢oHe npoBOAMMbIX MEPONpUATUM C 3-X CyT OTMe-
yanacb yMepeHHas runeprimkemMus — ao 8,8 MMonb/n,
YTO MOCNYXXMNO MOBOAOM [N CHWMXKEHWUSI CKOPOCTU YTUNIU-
3auuu roKo3bl o 4,5 MKr/Kr/muH. Kpome Toro, ¢ 4-x cyt
W3HM OblM yCTaHOBNEHbI 3nu3oabl 6paaukapann, YCC
CHWXXanacb A0 78 ya./MWH, MO NOBO/Y Yero nNpoBefeHa KOH-
CynbTaUns Kapauonora u peKoMeHAoBaHO JOMNONHUTENbHOE
obcnenoBaHume.

Mpu npoBeaeHUM peHTreHorpadum OpraHoB TPyAHOMN
KNIETKM NaTONOrMYECKUX M3MEHEHUN He BbiBfeHo. [1o
pe3ynbTaTtaM YNbTPa3BYKOBOro WCCNeAOoBaHUSA OpraHoB
OpPIOWHON MONOCTU M 3abPIOWMHHOIO NPOCTPAHCTBA BbISB-
NIEHO ABYCTOPOHHEe yBeAn4yeHne Haano4e4yHMKOB: Nolajb
NMOBEPXHOCTH NPaBOro HaAnovYeyHnka — 272 MM2, 1€BOro
HagnovyeyHnka — 256 MM2. B xo/e ynbTpasByKOBOro Ucce-
[LOBaHWS OpraHoB Masoro Tasa onpegensanacb MaTka C Wen-
Ko 36 X 11 X 11 mm, M-3x0 B BMAE TOHKOW 3XOreHHOM
NOMOCKHW, AMYHUKM COOTBETCTBYIOT BO3PACTy.

Mo gaHHbIM anekTpoKapauorpaduun (IKIN Ha 4-e cyT
MW3HW OTMeYeHbl HU3KuiK BonbTaxk IKI, BbiparkeHHas
CUHycoBasl 6paanKkapana — 75-88 ya./muH. 30C oTKNo-
HeHa BnpaBo. Anbddy3Hble HapylweHWa NpoLLeccoB peno-
napusauunn. Bo Bpems nnaya yyalleHuMe CMHYCOBOro putma
8o 158 ya./muH. Mo faHHbIM axoKapauorpadum (IxoKr)
BbiiB/leHa Manasg aHoManusa pa3BuUTUS cepaua B Buie
OTKPbITOro OBaNbHOr0 OKHa (1 mMm), 6e3 cb6poca KpPOBM.
Mo pesynbtatam KM 1 3xoKI BpoOKAEHHbIE MOPOKKM pas-
BUTUS cepaua v NaTtonorusa NpoBoasLwen CucTeMbl cepaua
OblNMM UCKNOYEHbl. 3anogo3peHa BTOpUYHaa GpaauKkap-
ava Ha ¢doHe M36blTKa MIOKOKOPTUKOMAOB. bbina npo-
BeJleHa KOppeKLusi ropMOHaNnbHOW Tepanuu, CyTo4Has
[103a r’MAPOKOPTU30HA aLleTaTa CHuUMXeHa 0 56 Mr/m2/cyT,
B 4 npuema, Kaxkable 6 4.

Ha 5-e cyT »M3HM COCTOSIHUE C MOJSIOKUTENIbHOW [AMHAa-
MUKOW. MUKPOLMPKYNATOPHbIE M AblXaTeNbHble HapyleHus
KynuposaHbl. OTMeYanacb Hopmanu3auus anypesa 4o dGuauno-
NIOrM4ecKon Hopmbl. OAQHaKO pefKue anu3ofbl rvneprinke-
MUKU U BpaguKapauu COXpaHanUCb, NO3TOMY Gblna nposene-
Ha KOppeKLMs Tepanuu: NepeBoA Ha MnepopasbHbii Npuem
TMAPOKOPTU30HA B A03e 15 Mr/M2/cyT B 3 Nnpuema, B paBHbIX
fonax, HasHavyeH GAyaApPOKOPTU30H B cyTo4HOM ao3e 100 MKr,
B 2 npuema. MHdy3noHHasa Tepanus oTMeHeHa.

Ha 6-e cyT y HOBOPOXAEHHOro OTMeYalucCb 3Ha4u-
Mas npubaBKa B Macce Tena (+150 r 3a cyTku) Ha doHe
afjekBaTtHoro gauvypesa — 2,5 MA/Kr/cyT, NoBbllEHUE
cuctonmyeckoro AL 1o 68 MM pT. CT., TMNepHaTpuemMmns —
fo 151 mmonb/n (Hopma 136-145 MMmonb/n), CHUXKe-
HWE YPOBHS peHuHa B nna3me o 3,99 mKME/mMn (Hopma
4,4-46,1 MKME/mn), 4TO CBMAETENBCTBOBANO O NEpeaosu-
POBKE MWUHEPaNOKOPTUKOMAOB, Oblna NpoOBeAEeHa KOppeKuus
[03bl GNyapoKOpTU30OHa A0 75 MKr/cyr. B anHamuke no
naHHbIM KT Ha 6-e cyT coxpaHsanacb yMepeHHas 6pagnKap-
ana — fo 79-115 ya./MuH, B CpaBHEHUKU C NpeablayLim
9Kl — yyauieHune cMHycoBOro putma.

Ha 7-e cyT »un3Hu pebeHKa nonyyeH pesynbraT ropmo-
Ha/bHOro aHanM3a KpoBK (Tabn. 3), AEMOHCTPUPYIOLWNIA NOBbI-
weHue ypoBHa 17-OH-nporectepoHa o 532,4 HMOnb/N,
4TO No3BOAMNO noAaTBepAuTb AmarHo3 BAKH, yctaHoB-
NIEHHbIN paHee KAWHUYECKU. B3dATbl 06pasLbl KPoBK ANd
MOJEKYNSAPHO-TEHETUYECKOIO WUCCNEefoBaHUA Ha Hanuyue
MyTauuin B reHe CYP21A2. Ha ¢oHe Tepanuu npoBoauncs
perynsipHbI KOHTPONb NoKa3aTtenen MOHOrpaMmbl, KUCNOT-
HO-LLENOYHOIO COCTOAHUSA, MMIOKO3bl KpoBu, AL,

3a Becb nocneaywouwunin nepuvoa HabnwoaeHus AL
B npefenax BO3pacTHOM HopMmbl. HopManuzauus caxapos
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Ta6nuua 3. [laHHble N1abopaTopHOro 06enejoBaHus B Xo4e rocnutannsaumnm
Table 3. The results of laboratory diagnostics performed during hospitalization

HaumeHoBaHue uccnegoBaHusa Pesynbrat PedepeHcHbI MHTEepBan
TecToCcTEPOH 06LMIA, HMONb/N 1,2 0,040-2,151
TecTocTepoH CBOGOAHLIN, HMONb/N 0,0252 0,0045-0,0194
[No6ynunH, CBA3bIBAOLLMIA MNONOBbLIE TOPMOHbI, HMOSb/ N 24,6 14,4-120,2
PeHuH, MKME/mn 3,99 4,4-46,1
17-OH-nporectepoH, HMONb/N 532,4 7,3-50,9
Benok o6wum, r/n 54 41-63
ANT, E/n 36 13-45
ACT, E/n 67 25-75
BunnpybuH o6LWmMin, MKMO/b/N 168 58-197
BunnpybuH npsmMon, MKMOnb/n 10,1 0-3/4
MoyeBuHa, MMONb/ N 4,0 1,4-4,3
KpeaTnHuH, MKMOnb /N 124 58-96
[NioKo3a KPoBU, MMONb/N 2,1 2,8-5,5
CPB, mr/n 21 0-5

Mpumeyanne. AIT — anaHnMHamuHoTpaHchepasa; ACT — acnaptataMuHoTpaHchepasa; CPb — C-peaKTUBHbIM Genok.
Note. ALT (AN1T) — alanine aminotransferase; AST (ACT) — aspartate aminotransferase; CRP (CPB) — C-reactive protein.

oTMeYanacb Ha 6-e CyT, Mocne Hadvana CHWXEHUS [03bl
rMAPOKOPTU30Ha aleTaTa. Kpome Toro, ¢ nepeBooM Ha
nepopasnbHyto GopMy ropMoHOTEPanuK 3aNn3oabl 6paguKap-
[AWW KYNUpoBanuchb.

Ha 8-e cyT XW3HW, y4uTbiBas CTabu/ibHOE COCTOSHWE
W yOOBNETBOPUTENbHbIE MOKa3aTenu BUTasbHbIX QYHKLMWA,
pebeHOK nepeBefieH B OTAeNeHWE NaToN0rMK HOBOPOXKAEH-
HblX Ha COBMEeCTHOe npebbiBaHMe C MaTepbio.

Ha 12-e cyT *M3HKU pebeHOK Obla BbiNMcaH nog ambéy-
naTopHoe HabnlaeHre y4acTKOBOro neanartpa M LEeTCKOro
3HAOKPMHONOra, Y4UTbIBAsS MONOXKUTENBHYIO KPUBYIO Macchl
Tena, OTCYTCTBME CPbIrMBaHUN, AMHAMWUKY nabopaTopHbIX
TECTOB, KOTOPble CBUAETENbCTBOBASM O KOMMNEHcaLunn 3a6o-
neBaHusa Ha doHe adPEKTUBHO Nogo6paHHOW A03bl HOKO-
KOPTUKOMAOB Y MUHEPANOKOPTUKOMAOB.

3a BpeMs HaxoxaeHus B OPUTH HeoaHOKpaTHO OCMOT-
peHa AETCKUM 3HAOKPUHOMOrOM, KapAMONnorom, HeBpPOso-
rom, opTanbMOSIOrOM U FTEHETUKOM.

[Mocne BbINUCKKM pebeHKa Ha amMbynaTopHbIM 3Tan no
JaHHbIM LMTOrEHETUYECKOro aHann3a XPOMOCOMHOrO
Habopa YenoBeKa XPOMOCOMHbIX abeppauuni He BbiaB-
neHo, kapuotun 46,XX. Pe6eHOK Obl/l 3apernctpupoBaH
B XEHCKOM nacrnopTHoMm none. o peadynbtatam MONeKy-
NIAPHO-TEHETUYECKOrO aHanns3a 6bin 06Hapy>KeH naToreH-
Hblt BapunaHT Q318W B reHe CYP21A2 B roMO3UroTHOM
COCTOSIHUU, KOTOPbIN SBASETCS OAHUM U3 Hanbonee 4acTbIX
BapuMaHTOB, MPUBOAALLMX K Pa3BUTUIO CONbTEPSIOLLEN
dopmbl BAKH.

[eBo4Ka No HacToslee BpemMs HaxoauTes noa AMHamu-
YECKUM HabNtogeHNEM AETCKOro 3HAOKPUHONOra B KOMMNEH-
caumMuM no OCHOBHOMY 3ab0feBaHWI0, Ha 3aMeCTUTENIbHOM
Tepanuu rmapoKOPTU30HOM B CYTOYHOM JO3MPOBKe 12 Mr/m2
NOBEPXHOCTU Tena, pa3aeneHHon Ha 4 npuema, GayapoKop-
TU30HOM B CYTOYHOW AO3MPOBKE 75 MKI/CYT, pasaeneHHom
Ha 2 npuema (07:00 — 20 MmKr; 17:00 — 25 MKr).

B Bo3pacTte 18 mec nauuneHTKe 6blna NnpoBeaeHa PEKOH-
CTPYKTUBHas deMuHU3MUpyowas oAHOMOMEHTHas naactu-
Ka, BKItoYaloLwas naacTuky runepTpopupoBaHHOro Knutopa
C COXpaHeHWeM rON0BKM, JOPCaIbHOIO COCYANCTO-HEPBHOIO
nyyKka, naacTUKy mManblx MONOBbLIX Y6 U MHTPOMTOMNACTUKY.
OCNOXHEHUIN XMPYPrUYECKOro fieYeHuss B BUAE runocnaauu
W ypeTpoBarnmHaabHOro CBMULA MNpu nocneaylolemM Habnto-
NEeHWUN He Bblno.

[eBoyKa B AMHaMWKe Habnogaetcs negMaTpomM w get-
CKMM 3HOKPWHOMOrom. Ha perynspHon OCHOBe MNpPoOBO-
OATCA OUEHKa TeMnoB (PU3MYECKOro pa3BUTUS U GUOXM-
MWYECKWUA MOHUTOPUHI (ONpeaeneHne KOHLUEeHTpauun
17-OH-nporectepoHa, peHWHa, [MIOKO3bl, Kanug, HaTpus).
Poantenn obyyeHbl TaKTUKE KOPPEKLMU A03bl TMAPOKOPTH-
30Ha Ha PpoHEe MHTEPKYPPEHTHbIX 3aboneBaHuin. 3a nepuos
HabnoaeHnsa ¢ 1-ro Mec XW3Hu o 5 net 5 mec rocnurta-
M3auUuin Mo NOBOAY aApPEHANOBOro KpU3a y NaumeHTKU He
6bin0. B Bo3pacTte 5 net 5 Mec aHTpONoMeTpUYECKHUE NoKa-
3aTeNv NauMeHTKn COOTBETCTBYIOT BO3PACTHOM HOpME: POCT
108 cm (0,8 SD), macca Tena — 19 Kr, UMT — 16,4 Kr/m?2
(0,67 SD), nnowaab nosepxHocTn Tena — 0,75 M2. KoCTHbIN
BO3pacT COOTBETCTBYET NacnopTHoMy. [aLmeHTKa nony4aet
3aMeCTUTENbHYIO FOPMOHANbHYIO Tepanuio: rTMAPOKOPTU30H
13,4 Mr/mM2/cyT B TpU NpUema B PaBHbIX J0NAX, GyapOKop-
TU30H 50 MKr/CyT B OAMH NPUEM.

BpemeHHas wKana

XpoHonorua pas3BuUTUA  GONE3HW HOBOPOMKAEHHOIO
c conbrepsouwen ¢opmon BOKH 1 ee KnoveBble COObITUS
npeacTaBieHbl Ha puc. 2.

OBCYXAEHME

BAKH aBnsetca ogHon U3 Hanbonee pacrnpocTpaHeHHbIX
npuyinH passutua MHH y geten [23]. IamMeHeHUs B reHe
CYP21A2, Beoyuwime K CHUXEHUID GpepMeHTaTUBHON aKTUB-




Puc. 2. XpoHonorus pa3sutus 601e3HM y HOBOPOXKAEHHOIO ¢ conbTepstouler dopmort BOKH 1 ee kntoveBble cOBbITUS
Fig. 2. Salt-wasting form of CAH in a newborn: disease chronology and key events
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cocaHue,
cpbirvBaHune
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BaHus 078 MUH. R
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cyanbHoe rMHer;'g:)ld)Mﬂ MUa 00 rmneprnmnequ M'\&OAT,E(')/” HMOJ‘Ib/ﬂ MMaOJ'Ib/n
CTpoeHNS Haanoueu- 21 MMonb/n A0 8,8 wmons/n MMOsIb/N Na 138 K 3,55
HapyxHblx HUKOB PeHunH 3,99 MMOnb/n MMOsb/N
NoJsIoBbIX 0o V3L Onwroypwuﬂ MKME /M1 K 3,76
opraHoB MeTabonnyeckui aumaos MMONb/N
| OnH | | OPUTH | | OnH |
| 1-e cyt | | 2-e cyT | | 3-ucyt | | 4-e cyT | | 5-e cyT | | 6-e cyT | | 7-e cyT | | 8-12-e cyT |
KoHcynbtaums | | ® UHdY3nOHHaS | | e CHUeHMe KoHcynbrauus Per 0s ruapoOKOPTU30H Monoxu-
3HAOKPHU- Tepanus rno- CKOPOCTH Kapawvosnora 20 Mr/m2 + ¢nyapoKOpPTU30H TenbHas
Honora KO30-CO/EBbI- YTUAK3ALIMN 75 MKr/cyt IMHaMWKa
MW pacTBopa- IMIOKO3bI o OTMEHa Nno 06bLEKTUB-
3anopo3peH MW B pacyeTe no4,5 UHbY3UOHHOM MoaTBepxaeH HOMYy cTaTycy
AMarHos: 90 mn/Kr/cyt MK /KI/MWH Tepanuu AnarHos: W pesynbratam
«HapylueHue * bontocHoe e CyTo4Han * lepeBog Ha «BAKH, conb- B6MOXUMU-
d)opMleo- BBeaeHue [103a rmapo- per os rua- Tepaolan 4YecKoro
BaHWs nona. 0,9% ¢uano- KOpTM30Ha POKOPTU30H ¢dopma» MOHWTOPUHIa
BD'KH?,, NorM4yecKoro auerara 20 MI’/MZ/CyT+
pactsopa CHWXeHa Ao bnyapo- Baata KpoBb Beinucaxa
« Inexrponuel | | [apoKop- 56 mr/m2/cyT KOPTM3OH Ha MoneKy- Ha 12-e cyT
KpOBH T30Ha Kaapble 6 4 100 MKr/cyT napHo- nos améyna-
e 17-OHM auetatB/B TEHETUYECKNH TopHoe
* Kapuotun :OCJ;%?:O“ OcmoTtp aHanua :Zﬁfeﬂgi:f
® PeHuH KpoBU reHeTuka :
* TeCTOCTEPOH fose per 0s ruapo-
75 Mr/m2 KOPTM30H
MOBEPXHOCTH 15 mr/m2/cyT +
Tena, pas- dnyapo-
neneHHon KOPTU30H
Ha 4 6ontoca, 75 MKr/cyT
C UHTEepBa-
JIOM Kax/ble
64
® JHTepanbHoe
nuTaHue

MpumeyaHne. Y3 — ynsTpassBykoBoe uccnefoBanune; MT — macca Tena; 17-OHM — 17-OH-nporectepoH; Na — HaTpuit; K — Kanuit; ONH —
oTAeneHne naTonornv HoBOPOXAEHHbIX; OPUTH — oTaeneHne peaHMmauMu U UHTEHCMBHOM Tepanuu HOBOpOXAeHHbIX; BAKH — BpoxaeHHas

LMCOYHKLMA KOPbl HAANOYEYHNUKOB.

Note. US (Y3W) — ultrasound; BW (MT) — body weight; 17-OHP (17-OHI) — 17-OH-progesterone; Na — sodium; K — potassium; NPD (OlNH) —
neonatal pathology department; NICU (OPUTH) — neonatal intensive care unit; CAH (BAKH) — congenital adrenal hyperplasia.

HOCTM 21-rMapoKcunasbl, NPUBOASAT K HaPYLIEHUIO CUHTE3a
KOpTU30/7a U B HEKOTOPbIX Caydyasx — anbAocTepoHa [24].
be3 cBOEBPEMEHHON ANArHOCTUKMU U IeYeHUs AeDULUT Kop-
TM30/1a MOXET NPUBECTM K aApeHanoBOMY KpW3y KaK Mnpu
conbrepsatowen dopme BAKH, Tak n npu npocton BUPWUSIbHOM
dopme 3aboneBaHus [25]. CKPUHWUHT HOBOPOXKAEHHbIX Ha
BAKH, BnepBble BBeaeHHbIn B Poccuickon Pepepaunu
B 2006 r., cnoco6CcTBYEeT CBOEBPEMEHHOW [AMarHOCTUKe

3ab6oneBaHns 1 06ecrneynBaeT SBHOE NPEUMYLLECTBO B Mpo-
dUNaKTMKe HeoHaTaNbHOrO aApPeHasoBOro M COMbTEPSIO-
Lero Kpusa u MnageHyeckon cmeptHocTu [23]. C aHBaps
2023 . B COOTBETCTBMMU C NMpuKazoM MwuH3gpaBa Poccuum
N2 274H ot 21.04.2022 «06 ytBEpKAeHUM [TopsiaKa OKa3aHus
MEAMLIMHCKON MOMOLLM NaLMeHTaM C BPOXAEHHLIMU U (MK)
HacneacTBEHHbIMM 3aboneBaHUsIMU» [26] 3a60p Kanuansap-
HOW KPOBW ANS NPOBEAEHUS CKPUHUHIA Ha 36 HacneaCTBEH-
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HblX 3aboneBaHui, B ToM 4ucne BAKH, y AOHOWEHHbIX
neTen ocyuiectBngeTcs B nepBble 24—48 4 nocne poxae-
HUSA. BbllleonncaHHbIM KIWMHUMYECKMM cnydan Habnwogancs
B 2019 r., Korga 3abop KanuaisgpHOM KPOBU C LENbO
HeoHaTaNbHOIO CKPUHWMHIA OCYLLECTBAANMN Yy AOHOWEHHbIX Ha
4-e cyT *¥n3HuU. COOTBETCTBEHHO, HaM yaanocb 3anoao3puUTb,
a B nocnegylowemM v MNOATBEPAWTb AMArHo3 M MpoBEecTU
TepaneBTMYECKOE BMeLWaTeNnbCTBO AN npeaynpexneHus
Pa3BUTUA KMBHEYIPOXKAIOLLEro COCTOSHUS 40 MNONYyYEHUS
pe3ynbTaToB HEOHATaIbHOrO CKPUHMHIA.

NeyeHune Kknaccuyeckon ¢opmbl BAKH HanpaBneHo Ha
BOCMONIHEHNE AeduunTa MIOKOKOPTUKOMAOB U NPU HEOb-
XOAMMOCTU — MWHEPANIOKOPTUKOMAOB, MpeaoTBpalleHne
afApeHanoBoro M CONbTEPSAIOWEro Kpu3a, nojaBneHue
M306bITOYHOWN CEKPELIMN afPEHOKOPTUKOTPOMHOIo roOpMoHa,
BbI3blBalOLWEN N3OLITOYHYIO CEKPELMIO aHAPOreHoB Haano-
YyeyHuKamu [27]. HoBopoxaeHHble ¢ BAKH noaBeprKeHbl
PUCKY Pas3BWUTUSA CONbTEPSIOLLErO Kpu3a B BO3pacTe OT
7 po 20 cyt [23].

B Hawem cnyyae y HoBopoxaeHHoro ¢ BAKH Ha 3-u cyT
M3HWM MPOM30LLIO OCTPOE YXYALEHMUE COCTOSHMS, CONPOBO-
}AaBLleecs r’MnormMKeMuen, abixaTeNbHbIMW pacCcTpOMCTBa-
MU, HapyleHWEM MUKPOLMPKYIALMKM U MeTaboMYECKUM
auMao30M, YTO 6blI0 MHTEPNPETUPOBAHO KaK MpPOSBEHUS
octpow MNMHH, o6ycnoBneHHon Knaccuyeckon dpopmon BAKH,
W MOCAYXXMIO0 OCHOBaHMEM ANSl NapeHTepanbHOro BBEAEHHUS
rMAPOKOPTU30HA C NoCneayLMM NepeBOAOM Ha nepopab-
Hble GOpMbl TMAPOKOPTM30HA M GNYAPOKOPTU30HaA nocne
cTabunnn3aLumnm COCTOAHUS.

MpnumeHeHne &AyapOKOPTU30HA Y HOBOPOMKAEHHOrO
C HeBepuduuupoBaHHon dopmon BAKH 6b110 060cHOBaHO
NPEANONOXKEHMEM O HaNMYMKM KaK MUHUMYM CYOKIMHMYeE-
cKoro geduvunTa anbAoCTePOHA, OMUCAHHOMO Yy HOBOPOXK-
OEHHbIX KaK C CONMbTePSIOWEN, TaK U C BUPWUIIbHOM dopmom
3aboneBaHua [25]. MoatoMy dAyaqpOKOPTU3OH HEOBXOANMO
Ha3HayaTb BCEM HOBOPOXAEHHbIM C Kilaccuyeckon op-
Mon BJKH, BbiiBNeHHOM B nporpammax HeoHaTalbHOro
CKPWHUWHra, elle A0 pa3BUTUA runoHatpuemuun [28]. U3-3a
OTHOCUTENIbHOW PE3UCTEHTHOCTU K MWHEpPaNOKOpPTUKONLaM
M aHTUMWHEPANOKOPTUKONAHOIOo 3dpdeKTa BbICOKOW KOH-
LueHTpauun 17-OH-nporectepoHa B nepnoa HOBOPOXKAEHHO-
CTK [27] noKa3aHbl 60/1e€ BbICOKNE A03bl GAyAPOKOPTU30HA,
yem getam 6osiee ctapuero Bospacta, 06bi4HO oT 100 go
200 MKr/cyT, uHorga v 6onblue, pa3geneHHble Ha 1 unu
2 nepopasnbHbIX Npuema [23].

3AK/IOYEHUE

[eboT agpeHanoBoro Kpnsa B HeoHaTalbHOM Mnepuoae
MOXET 6bITb 006YCNOBNEH BPOXKAEHHOW NaTonoruen Haano-
yeyHnKoB, Hepeako B[KH, KoTopas aBnsetrca Haubonee
pacnpocTpaHeHHon npuymHon MHH cpeaun geten n noapocT-
KoB. lNpeacTaBiaeHHOE ONMcaHne KIMHUYECKOro cyyast cro-
Cco6CTBYET 60/blIEMY MOHUMAHUIO GEHOTUMNYECKOTO CMEKT-
pa 1 AMarHoCTUYECKMX NPo6aeM, CBSA3aHHbIX C BapuaHTamMu
Knaccuyeckmx dopm BAKH. OHO TakKe nog4yepKMBaeT Bax-
HOCTb PAcCMOTPEHUS MaLMeHTa B LEeNoM, MHTErpaLun Knu-
HUYECKMX, BUOXUMUYECKMX U TEHETUYECKMUX AaHHbIX, 4TOObI
n36exaTb NOXKHbIX UK HENPaBWUIbHbIX AMarHo30B 1 obecne-
YWUTb HaANEXallme CTpaTermm neYeHns y nauneHToB CO CMOX-
HbIMW 3HAOKPWHHbIMWU HapylweHnamu. BAKH gonxkHa 6bITb
BK/lOYEHa B AnddepeHLManbHy0 AWarHOCTUKY Yy fito6oro
HOBOPOX/AEHHOr0 C HenpaBW/bHbIM CTPOEHMEM HapPYXHbIX

MONOBbLIX OPraHoOB WKW NPW ABYCTOPOHHEM KPUMNTOPXM3ME
W HenanbnupyemblX SUYKax y HOBOPOMKAEHHOIO C MYXCKUM
deHotunom. CBoeBpeEMEHHAa AMarHOCTUKa 1 ie4eHne nme-
0T pellatollee 3HavyeHune, MOCKONbKY ocnoxHeHus BAKH
MOTYT 6bITb daTanbHbIMKU, ECIM CBOEBPEMEHHO HE YCTaHOB-
NleHO 3a60fieBaHNE U He WHWLUMWPOBaHa 3aMecTUTenbHas
ropmMoHanbHasa Tepanus.

WHO®OPMUPOBAHHOE COINIACUE

OT poautens pebeHKa MoJlydYeHO MUCbMEHHOE WHOP-
MUpOBaHHOE A06POBOSLHOE corflacMe Ha nybankaumio
OMUCaHUS KIIMHMYECKOro cnyyass B MEAMLMHCKOM KypHa-
Ne, BK/IOYas €ro aNeKTPOHHYK BEPCUIO (AaTa NoanucaHus:
30.06.2025).
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