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Bpomxena muchynkmis kopu nagaupnukis (BAKH) e cnaakoBum enmokpuaHIM 3aXBOPIOBAHHSM, TTOB’SI3aHUM i3
nedinuTom GhepMeHTIiB cTepoiforeHesy, 10 MPU3BOAUTH /10 MOPYIIEHHS CUHTEe3y KOPTU30Jy i aibaoctepony. Ile oxna
3 IPUYMH HOPYIIEHHS cTaTeBOi AudepenIialii y aiteil, aka XapaKTepu3y€eTbCs HEBIIIIOBIAHICTIO MisK TeHETUYHIMHU, TOHAJI-
HUMU Ta (PEHOTUIOBUME cTaTeBuMu o3nakamu. Hatmommupenimroio npuunnoio BJIKH e pedimur 21-rizpoxcumasu (90—
95 %), 110 BUHUKAE BHACJIJOK MyTalliii abo aemeniii y reni CYP271A i BUSBJASAETCSA Y BUTJISIL COJEBTPATHOI, BIpUIILHOI Ta
HekJacuuHoi (hopM. 3aXBOPIOBaHHSI Ma€ 3HAUHY KJIHIYHY BapiaGesbHICTb i 1T0Tpedye IHAMBIAYaTi30BAHOIO TIAXOMLY /10
JIIKYBaHHS, KJIIHIUHI IPOSBY 3aJ1€KaTh BiJl (JOPMM 3aXBOPIOBAHHS Ta cTyleHd gedinuty depmenTy. Y HOBOHAPO/KEHUX i3
Tskkumu nepebirom BJIKH moske Gyt 3arposauBum Jist skutTs. JIiKyBaHHs AiTell cipsMoBaHe Ha 3a0e3I1eueHHs Hop-
MaJIbHOTO (DI3UYHOIO i CTATEBOrO PO3BUTKY, OCOOJIUBO B PaHHBOMY AWUTSYOMY Billi. HagmipHa uu HemocTaTHs 3aMicHa
rOPMOHAJIbHA Tepallisi MOJKe TIPU3BECTH /10 HEraTUBHUX HACJI/IKIB 1711 3710POB’S MAIIEHTIB.

IIpencraBmenuit KIiHIYHUI BUMA0K 1TIOCTPYE HECBOEYACHICTD JIIaTHOCTUKH, CKJIAAHICTD JIKyBaHHS Ta OTO MOHITO-
PUHT Y IUTUHU i3 coseBTpaTHOIO hopmoto B/IKH, 1110 npusseso 10 TSAKKUX YCKJIAHEHD Y BUIJISAL €JEKTPOJIITHOTO JHC-
Gasaricy, aprepiagbHoOl TiTepTensii, TopyieHb (hisuIHOr0 PO3BUTKY, CEPIEBOI HEIOCTATHOCTI Ta KOTHITUBHUX TTOPYIIIEHb.
[Marientn 3 BAKH notpebyioTs My ISTHANCIUILIIHAPHOTO MH/XO/LY JIS IIarHOCTYBAHHsI MATOJIOTI], TOYMHAIOYN 3 HEOHA-
TAJTBLHOTO CKPUHIHTY, a/IeKBATHOTO IePCOHi(hiKOBAHOTO JIIKYyBaHHS Ta HOTO MOHITOPUHTY Ha Pi3HUX e€TanaX PO3BUTKY JUTU-
Hu. Takwii miaxig Mae 3a6e3MeunTu BiJICYTHICTh PO3BUTKY YCKJIJHEHb XBOPOOH, 3a00irTu 110J1inparmasii Ta po3BUTKY
HECIPUATINBUX HACJI/IKIB HeaJeKBaTHOI Tepallii, CIIPUSATH MOJIIIIIEHHIO SKOCTI JKUTTS MAIIEHTIB.

Kimouogi ciioBa: j1iTi, Bpo/pkeHa TUCHYHKINS KOPU HAHUPKOBUX 347103, MOPYIIEHHS CTaTeBOi Anepenitiariii.

pojpkeHa AMCQYHKIIS KOpW HAJHUPHUKIB

(BAKH) — rpyma 3axBopioBab, 1110 MAIOTh aB-
TOCOMHO-peHeCI/IBHI/Iﬁ TUTT YCITaJIKYBaHHA, BUHUKAIOTh
YHACJII0K nedeKTiB pisHux (hepMeHTiB, siKi GepyTh
y4acTb B yTBOPEHHI TOPMOHIB y HA/IHUPKOBUX 3a7103aX
(tabur. 1). Bpomkena aucyHKINS KOPU HAJHUPKOBUX
3aJ103 HAJIEKUTh JIO MTOPYIIEHb CTaTeBOl audepeniiia-
11i1, SKi € CKJIQZHOIO MEANKO-COI[albHOIO TPOBJIEMOIO,

1110 motpebye 3aydeHHsT MYJIBTUAUCIIUTLIIHAPHOT KO-
Manu GaxiBiiB ta cim’i nartienta [1, 10]. {ocrimken-
HS TEHeTUYHUX MeXaHi3MiB IIUX MOpYIIeHb IiITBep-
JUKYIOTH POJIb MYTAllil y TeHaX, BiAMOBIIAIbHUX 32
CTepoiforeHe3 y Ha[HUPKOBUX 3a7103aX, 30KpeMa B
reni CYP21A2 [11]. Tenernuni myTariiii, mo BILJIUBA-
I0Th Ha aKTHUBHICTH (DEPMEHTIB CTEpOifoOTeHE3Y,

ONTHIEI0 3 OCHOBHUX NMPUYWH TakuX Biaxwuienp [11].
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TabAmLS 1

MepmeHTH i reHu, o 6epyTb y4acTb y CTepoiAoreHe3i HAAHMPKOBUX 3aA03

®epmeHT

l'eH, wo Koaye

SCC/20, 22-pecMoAasa

StAR/20, 22-pecMmonasa

17a-riapokcraasa /20, 22-pecMmonasa CYP17A

271-riapokcraasa CYP21A

11B-riapokcraasa CYP11B1

AAbAOCTEPOHCHMHTETA3a CYP11B2
Cholesterol

lsrar (mitochondrial import)

lepT 1at
Hsd3b2 Cyp21at Cyp11b1
Pregnenolone ———  Progesterone — 11-Deoxycorticosterone — Corticosterone
lepT?’a‘F lepT?aT
Hsd3b2 Cyp21at Cyp11b1 )
17-OH Pregnenolone ——— 17-OH Progesterone ————  11-Deoxycortisol ———— Cortisol
lepT?af lcypf?af Hsd11b2 l Hsd11b
Hsd3b2 Cyp19at
DHEA — Androstenedione @ ————* Estrone Cortisone

Hsd17b1 l Hsd17b2

Hsd3b2
Androstenedicl ——» Testosterone
l Srdsa2
Dihydrotesterone

Hsd17b1 lT Hsd17b2

Hsd17b1 lT Hsd17b2

Cyp19a1

—_— Estradiol

Puc. 1. Cxema crepoiaoreHesy [6]

CrepoinoreHes — 1ie Kackaj OlOXiMIYHUX peakIliil y
KOPi HaJIHUPKOBUX 3aJI03 1 TOHajIax, siKuii bepe moya-
TOK 3 XOJIECTEPUHY 1 3aBEPIIYETHCH YTBOPEHHAM
MiHEPaJIOKOPTUKOI/IIB (aJTbIOCTEPOH), TITIOKOKOPTU-
KOiZliB (KOPTU30J) 1 cTaTeBUX CTepoijiB (TecTocTe-
pou, ectpajion) (puc. 1).

Haiinommpenimoio opmoro B/IKH € cosieBTpaTha,
10 BUHWKAE BHACHINOK Aedinuty 21-Tigpokcuiasy,
sKka kogyeTbes renoMm CYP21A2 [11]. 3rigHo 3 pesyib-
TaTaM¥ JIOCTiIKeHb, MyTallii B TeHi CYP21A2 naiino-
IIUPEHINT cepe/l TAIE€HTIB i3 KIaCUIHOI0 (HOPMOIO
BAKH [4]. Ten CYP21A2, axuii xomye ¢dhepMeHT
21-rizpokcuiiasy, J0Kaai3yeThCsl HA KOPOTKOMY ILIedi
6-1 xpomocomu. Ommcaro monax 50 MyTariiil 11boro
reta. @epMeHTaTUBHA HEIOCTATHICTDH IPU3BOIUTH 110
3MCHINIEHHS CUHTE3Y KOPTHU30JIYy # ablOCTEPOHY,
CIIPUYMHSIIOYN HA/IMipHE HAKOTTMUYEHHS [TOTIePeIHIKIB
IUX CTEPOITHUX TOPMOHIB 1 HAJMIPHY TPOAYKILIO
AH/[POTeHIB 1 IXHIX MPEeKypPCOPIB.

Yacrora B/IKH y csiri Bapitoe Bix 1 : 10000 1o
1: 20000 HOBOHAPO/KEHUX 3AJIESKHO Bijl €THIYHUX Ta
reorpaivHUX YMHHUKIB. 3a IAHUMU Cy4aCHUX JIOCJTi]I-
JKEHb, 4aCTOTa MOKe OYTH BUIIOIO B IEIKUX PErioHax
yepes3 BiZICYTHICTD IOCTYITY /10 CKPUHIHTOBUX IIPOTPaM.
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B €sporri 11eii mokazHuk cTaHOBUTE OJ113bK0 1 : 15000,
[0 CBiAYMTDH 1IPpO HEOOXIiAHICTh MPOBEJEHHS HEOHa-
TAJBbHOTO CKPUHIHTY JJIsT PAaHHbLOI JIarHOCTHUKHU Ta
CBOEUYACHOTO TIOYATKY JIiKyBaHHA. B Ykpaini, 3a nanu-
Mu MO3, HeoHaTaJ bHUN CKPUHIHT 0OOB’I3KOBO Iie-
penbauac Bu3HAYeHHs PiBHA 17-0KCUIIPOrecTepoOHy
(17-OHP) — w040BOTO MapKepa [Jisl BUSIBJIECHHS
B/IKH Ha panHix eTamax po3BUTKY AUTHHM [2—4].

B Vkpaiui, 3a pesynbraramu 0OCTEKEHb 3PasKiB
KPOBi HOBOHAPO/XKECHUX Y MEIMKO-T€HETUYHUX TI€HT-
pax (MT'IT), uacrora giarnocroBanux Bunaakis B/IKH
TIi/T Yac TPOBEICHHS HEOHATATIbHOTO CKPUHIHTY CTaHO-
Bunma y 2019—2020 pp. Big 1 : 10432 no 1 : 15471
JKUBUX HOBOHAPO/KEHUX, IO Y3TOKYETHCS 3 TIOKA3-
HUKaMu B Oibiocti kpain €spor, aje B 2021 p. neit
[MOKA3HUK 3HAYHO TOTipmiuBces i ctanoBuB 1 : 26 865
HOBOHAPOJKEHUX, y 2022 p. BiH 3HU3UBCH, 110 3yMOB-
JieHO BilftHOIO B Ykpaini. 3a ganumu H.B. 3enincbkoi
[2], i3 po3paxyHKy Ha 3arajbHy KiJIbKiCTh HOBOHAPO/I-
JKEHWX (3 HEOCTATHBO TIOBHUM OXOIJIEHHSM iX HEo-
HATAJIbHUM CKPUHIHTOM) YacTtoTa Bussicuus B/IKH
cranosuth 1 : 23600 (Tadi. 2).

Bpomkena qucdyHKITS KOPU HATHUPHUKIB Y JIiTEi
KJIIHIYHO BUSIBJISIETHCS HECIPABXKHIM TepedacHUIM
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Pe3yAbTaT HEOHATAABHOIO CKPMHIHIY Ha BPOAXKEHY AMCCPYHKLIIO KOPU HAAHUPHUKIB y 2019—2022 pp.

Pix KiAbKicTb HapoAXKeHMX lNpoBeaeHo Aiartos niaTeepaxeHo OxonAeHO HEOHATaAbHUM
AiTe (abc. KiAbKiCTb) AjarHoctuky B MI'LJ, Aé6cC. % CKPUHIHIOM, %

2019 334177 271244 26 0,01 81,2

2020 307306 201130 13 0,006 65,4

2021 292037 241789 9 0,004 82,8

2022 270884 181259 16 0,01 66,9

bes Bipumaizauii | Il

Puc. 2. lkana lMNpaaepa [8]

CTaTeBUM JO3PiBaHHAM, V /iBUAT — y BUTJISAI TIOPY-
IIEHHS CTaTeBOTO AN(EPEHIIIIOBAHHS 3 BipUITi3aIli€io
30BHINIHIX CTaTEBUX OPraHiB Pi3HOTO CTYTIEHS 3a ITKa-
soio Ilpazgepa (puc. 2), ripcyTusmom, y XJOIIB —
MaKpOTeHITOCOMI€IO, TilepIirMeHTaIli€l0 MOIIIOHKH, Y
BUMAJIKY COJIEBTPAaTHOI (hopMu XBOpoOU y IiTell po3-
BUBAETHCS TOCTPa HA/IHUPKOBA HeZlocTaTHICTh. [Ipose-
JleHHst HeonatasbHoro ckpuninry va B/IKH nae amory
YHUKHYTH IIarHOCTUYHUX TOMUJIOK, BU3HAUNUTH TTPU-
YUHY TepeiYacHOTO CTaTeBOTO JI03PiBaHHS B JiBYAT, €
e(heKTUBHUM METOJIOM JIOKJIIHIUHOI J[IalrHOCTUKYU Bi-
pUIBHOI (hOPMU 3aXBOPIOBAHHS B XJIOMIIIB, MOJIETIITYE
BCTAQHOBJIEHHS KJIHIYHOTO [[iarHO3Yy 1 NPU3HAYeHHS
CBOEYACHOI Teparii [4].

3a BizcyTHOCTI cBoeuacHoro JikyBannsa B/IKH
CYTIIPOBOJIKYETHCS YNCJIEHHUMU YCKJIAJHEHHSIMH, Ta-
KUMU SIK COJIEBTPATHA KPHU3a 3 €JIEKTPOJITHUM JUC-
GaylaHCcoOM, 30KpeMa 3 TiOHATPIEMIEIO Ta TilepKaie-
Mi€10, TIIIOBOJEMIYHIM IIOKOM, HOPYIIEHHSAM POOOTH
CepIlsl Ta HUPOK, 10 CTBOPIOE Cepio3HY 3arpo3y /s
JKUTTST HOBOHAPO/UKEHUX 1 TOTPeOy€E HEBIIKIaIHOT
MEIMYHOI JIOTIOMOTH.

[Topy1tiieHHsT TOPMOHATIBHOTO OAJAHCY HETaTUBHO
BILUIMBAIOTDH Ha (DYHKITIIO CEPIEBO-CY/IMHHOI CUCTEMU,
110 MO’Ke MPU3BECTH JI0 BTOPUHHOI apTepiajbHOl Ti-
nepTensii Ta kapaiomionarii. OKpiM 1IbOTO, TOCTIKEH-
HS BUABWIN THABUIIEHUI PU3UK TPOMOO3Y Ta iHIINX
CyIMHHUX nopyiieHs y namienTis i3 BAKH. Xpowniu-
HUiT 1eGinuT KOPTU30JIy 0OMEKYE 3aTHICTD OPraHi3-

MY aIalITyBaTUCS /10 CTPECOBUX CUTYAIIiH, 3HIKYIOUN
CTIHKICTD 110 iH(eKITITHNX 3aXBopioBaHb. BifcTaBanus
B iHTEJIeKTyaJIbHOMY PO3BUTKY 3yMOBJIEHE He JINIIe
TOPMOHAJbHUMM TOPYIIEHHSIMU, a W TIOBTOPHUMU
MeTaboIUHUME KPU3aMH, SKi TTOPYIIYIOTh (PYHKITIO-
HYBaHHS I[eHTPaJIbHOI HEPBOBOI CUCTEMMU.

TaxuMm umHOM, CBOE€UACHA [IIaTHOCTUKA Ta JTIKyBaH-
Hs BIKH € KpuTHYHO BasKJIMBUMHU JIJIsI 3a100iTaHHsT
TSOKKUM  yekiaaaHeHHsM. [linxia no JjikyBaHHS Mae
Oy Ty MYJIBTHIUCITUTLITHAPHIM, 3 YYACTIO €HIOKPUHO-
JIOTiB, TEHETUKIB Ta IICUXOJOTIB /IS IOJIIIICHHS
pe3yabratiB Tepartii. HeonatanbHUY CKPUHIHT 3HAYHO
3MEHIIIYE€ PU3UK CMEPTHOCTI Ta TIOJIIIIIYE SKiCTh JKUTTS
HAIIEHTIB, O CBIAYKUTD PO HEOOXIAHICTH IIOCTIHHOIO
MOHITOPUHTY Ta KOPEKIIil Tepartii 3aJIe;KHO BiJl iHIUBI-
ayaiabHux norped. ¥ 2024 p. nakazom Minictepcrsa
OXOPOHU 310pOB’s YKpainu OyJ0 3aTBEPAKEHO
Crangapt MenmnaHoi fonoMoru «Bpomskena aucdynk-
i KOpU HAJHUPKOBUX 3a703 y mitei» [3]. Pannsa
JIIaTHOCTHKA Ta IOYaTOK JIKyBaHHS MaIli€EHTIB i3
B/IKH cripusioTs moJIinieHHIo MOKA3HUKIB BUKUBAH-
HS Ta SIKOCTI JKUTTS NaIlieHTiB. [HAUBIMyamizoBaHnil
MIXi 10 JIKYBaHHS, SKUN TPYHTYETHCS Ha TTPU3HA-
YeHHI JIIKyBaHH: 3aJIe;KHO Bijl BapiaHTa 3aXBOPIOBAHHS
Ta HasIBHOCTI YMHHUKIB PU3UKY, Ta KOPEKIlis JiKyBaH-
HS Ha ITPOMIKHUX eTarax /[aloTh 3MOTY JIOCSITTH TPH-
BaJIoi pewmicii [2, 4, 7].

OckiibKY B HOBOHAPOJKEHUX JIiTel KiHOUO1 cTaTi
ocuoBHO1O o3Hakoto BJ/IKH ynacmizox nedinury
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21-rigpoxcunasu (21-OHD) € anoMaibHUT PO3BUTOK
30BHIITHIX CTAaTeBUX OPTaHIB 3 PI3HUM CTyIeHEM
Bipuurizarii, 11e 4acTo IPU3BOAMTH 110 XMOHOI peecTpa-
1111 HOBOHAPOKEHOI TUTUHU Y YOJOBIUil TPOMATH-
CbKiif cTari.

HaBoanmMo kiiHiYHUIT BUMNALO0K MAIll€HTKU i3 CO-
JseprpaTroto (hopmoto BJIKH, sikuii BioGpaxye Tpyi-
HOIIlI JIJaTHOCTUKM Ta KOPEeKIlii JiKyBaHHS Ha PI3HUX
eTarnax >KMTTs IUTUHMY, 2 TAKOK BAXKJIMBICTh PAHHBOTO
BUABJICHHS TTATOJIOTII.

JliBurHKka BikoM 7 pokiB 9 mic rocmitamizoBana /10
IeliaTpUYHOro Biytienns BiHHUIIbKOT 00/1aCHOT 1Tt -
Yol KJIIHIYHOI JIIKapHi 3 TPUBO/Y apTepiaibHOI rinep-
TeHsii, mo 36epirajacs Ha TJIi TiIIOTEH3UBHOI Teparrii
(aprepiampmii Tuck (AT) — 190—150/100 MM pr. cT.),
MJIBUIIIEHOTO alleTUTY, OKMUPIHHS, TiMepKIHeTUYHNUX
CYJIOMHUX TIOCMUKYBaHb, MapMypOBOTO MaJfOHKa
MIKIPHUX MOKPUBIB, aHOMaJIbHOI OYIOBU 30BHIIIHIX
CTaTeBUX OPraHiB, 3HAUHOI HU3bKOPOCJIOCTI Ta 3aTPUM-
KU TEMILY POCTY.

3 aHaMHe3y KUTTH BiZIOMO, IO TUTUHA HAPOIUIACS
BiJl TPETHOI BariTHOCTI, IPyTHUX 10J0TiB Ha 39—40-My
TrokHi 3 Macoto Tina 3450 r, moBxkuHOIO Tina 52 cM,
OITiHKOIO 3a TKasI0t0 Arrap 7—8 Gauis. Ilepebir Barit-
HOCTI — Ha TJi TJAIEHTH, 10 TepeIdacHO CTapie€.
Oppasy micsist HAPOJKEHHST JUTHHA mepedyBaia y
BiIIiIEHHI TIATOJOTiIi HOBOHAPOKEHUX 13 TaKUMU
CUMIITOMAaMM: 3/TyTTS JKUBOTA, MEKOHIaIbHI BUIIIEHHS
Kpi3b IIJIYHKOBU 30H/, BIZICYTHICTb BUTTOPOKHEHD Ha
IpyTy 100y TicIst HapoUKEHHsI (CIIocTepiranoch Bij-
XO/UKEHHST MEKOHII0 B Tepiry mo0y), mpu OTJsii
30BHIIIIHI cTaTeBi opraHu AuTHHU Oysu cHopMOBaHi
HAOJIMKEHO JI0 YOJIOBIYOTO THUILY, ajie 3 BiJCYTHICTIO
SIEYOK Y KaJIUTIN. YCTaHOBJIEHO TIONIEePe/IHii /liarHo3:
Bpomkena Baja PO3BUTKY ceyocTaTeBOI CUCTEMU:
Tepmacpoantuam? Bposkena Bajia po3BUTKY HITYH-
KOBO-KHUIIKOBOTO TPaKTYy: YaCTKOBA KUIITKOBA HEIpo-
XIHICTD?

[Tpu Hapo/UKeHH] IUTHHI OYJI0 BU3HAUEHO YOIOBITY
crath. CyKyIHICTh TTATOJIOTTYHUX CTAHIB, SIKi TOTPEOY-
BaJIl PETEJILHOTO I00OCTEKEHHST, CTAJIA THICTABOIO JIJIST
IHTETPOBAHOTO BEEHHS TMAIliEHTa MYJIBTUAUCIIUILITI-
HApPHOIO KOMaH/1010 (DaxiBIiB (AUTSIOTO CHIOKPUHO-
JloTa, MEeINYHOTO TeHeTHKa, HEOHATOJIOra, JUTSIY0T0
xipypra, HeBpoJiora). Ha 3-Tt0 100y JKUTTSI TIPOBEIEHO
HEOHATaJIbHUH CKPUHIHT (OTPUMAHO TO3UTHBHUN
pesyabrar Ha BIIKH). [I71s1 10o06cTeKeHH IIPOBEAEHO
HeoOXiaHi abopaTopHi gociipkeHHs: 17-rigpokcu-
mporecrepon (17-OHP) — 456,46 ur/mn (sopma —
2,4—6,8), ampmocrepon — 9,178 nr/mn (Hopma —
14,6—174), xaniit 5,16 MMousb/n, HaTpiii —
138,7 mMmoJiB /1.

[IpoBeneno mocmimkenus kKapiotumy. Bugsieno
HOPMaJIbHU# KiHOoumii Habip xpomocoM — 46,XX, 1110
3arepevymnsio XpoMOCOMHY TIPUYUHY TTOPYIIeHHS ude-
PEHITIIOBAaHHA CcTaTi Ta ifeHTU(dIKyBaIo IUTUHY B
KiHouitt crtati. Takok TpoBemeHO YJILBTPA3BYKOBE
MOCJIIKEHHS OPTraHiB 4YepeBHOI TOPOKHUHU, SKe
BUSBUJIO HEOMHOPIHICTh HAHUPKOBUX 327103, YIIBT-
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Pa3ByKOBe JIOCJI/IKEHHS OPraHiB MaJIoro Tasa i maxo-
BUX [IIJITHOK HE BUSABUJIO HASBHOCTI SI€YOK TA SE€UYHU-
KiB, ajie Bi3yasi30BaHO MaTKYy.

[Ticaisg 1o0bCTEKEHHS TIPOBEAEHO KOHCHUIIIYM, yCTa-
nossieno pmiarno3: B/IKH, coseBtpatna gopma i3
V crynenem Bipunaizarii 3a [Ipagepom. Pexomeno-
BaHO IPOBECTHU PEECTPAILIIO AUTUHNU B 5KIHOUIH rpoma-
JSHCBKIN craTi, 1o 3pobJIeHo Ha 2-My THKHI KUTTS
nutrau. [IprsHavyena 3amicHa TOPMOHAJIbHA Tepartist
npeanizosaonom (70,5 Mr/m? moBepxi Tisia) Ta GIay-
POKOPTHU30HOM. Y 2-MiCSIYHOMY Billi AUTUHY TIepeBe-
neto no Byaubky mutwnn (Matu nepebyBaiia Ha
ob6utiky B cuxiatpa 3 mpusojy F20.0). Y nopasbiromy
TIPOBOANITN CUCTEMATUUHUHT METUYHUM HATJIA 1 MOHI-
TOPUHT TAIliEHTKU JAUTIYUM €HJOKPUHOJOTOM i3
HepioANTHUMY METHYHUMU OTJISIIAMU, JIA0OPAaTOPHU-
MU Ta {HCTPYMEHTAJIbHUMU OOCTEKEHHSIMU, KOPEK-
I[i€I0 TOPMOHAIBHOI 3aMicHOi Teparrii (Tabir. 3).

I3 1 poky B IUTUHY Bi/[I3HAYCHO HETATUBHY TEH/ICH-
11110 JI0 CHIOBiJIbHEHHS TeMIty pocTy (puc. 3), a 3 2 po-
KiB — IIpoTpecyBaHHs 36ibIleHHst Macu Tijia (puc. 4)
Ha TJ1i 3aMicHOI Tepartii IIIOKOKOPTUKOIZIaMU Ta MiHe-
pasokoptukoiamu. /lani GisuaHOTO PO3BUTKY TUTH-
HU HaBeJIeHO B TalJL. 3.

Jluruua y Biti 6 pokis mepebyBasa y peaHimarriii-
HOMY BiJiiJleHHi 31 ckapramMy Ha uacre OJIIOBaHHS,
CY/IOMHI TOCMUKYBaHHs M's131B 00smaust Ta Hir. O0’ex-
THUBHO Bi/[3HAUYEHO MOPYIIEHHS CBIIOMOCTi, TOPU30H-
TAJBbHUM HiCTarM i TIMEPTOHYC y HUKHIX KiHITIBKaX.
JliBunHKa MPOKOHCYJIBTOBaHA HEBPOJIOTOM, Kap/lioJio-
TOM Ta [ICUXiaTPOM. YCTaHOBJIEHO JliarHo3: Exntedarir,
panHiil BimHOBHMI mepiona. Eminerncis. Terpamapes.
B/IKH, coneBrpatna ¢opma. Hanism comaToreHHOTO
renesy. Bropunna aprepiaibHa rineprensid 2 cTymnens
(TsxKa). BizictaBaHHs B iHTE/IEKTYaJIbHOMY PO3BUTKY.

[IpnsHaveHo JiKyBaHHSI — 3aMiCHa Teparisl Hajl-
HUPKOBMMM TOPMOHAMM, TilIOTeH3WBHa Tepamis Ta
nporuenisientuyHi npenapatn («Bimiten®s) (muB.
TabJr. 3).

UYepes 2 mic 1ij Yac KOHTPOJIBHOTO OTJISAY KOMaH-
11010 (haxiBITiB yTOUHEHO fliarHo3: Bpopkena aucdyHk-
i KOPW HAJHUPKOBUX 3aJI03, COJEBTpaTHA (hopma.
Hamnism comarorennoro renesy. Oskupinss (iHaekc
Macu Tizia > 97-ro neprienTusist ). Bropunna aprepiaiib-
Ha TinepTensis 2-ro crynensd (Tsokka). CraH micas
nepeHeceHoro eHredariTy HeyTOYHEeHOI eTiosorii
(ceprierb 2023 p.) 31 CTPYKTYPHOIO E€IiJIETICIi€I0.
BincraBannsa B iHTeseKTyaqbHOMY PO3BUTKY. lirep-
METPOTIisl CEPEAHBOTO CTyIeHst 060X oueil. ITnocko-
BasbrycHa nedopmarliia cromn. I3 mum miarHozom
JIBUMHKA Y Biti 7 pokiB 9 mic OyJa rocmitanizoBaHa
JI0 TIeJIiaTPUYHOTO BiJyliieHHs. 3 aHaMHe3y 3aXBOPIO-
BaHHS BiIOMO, IO TAITIEHTKA OTPUMYE 3 TMPUBOAY
B/IKH 3amicHy TOpMOHAJIbHY TEpartiio — TipOKOPTH-
30H 30 Mr/100y (60 Mr/M2, 1110 Maiizke BTpUYI IIepeBy-
IIy€ PEKOMEHIOBAHY MaKCUMAJBHY MiATPUMYBATbHY
nosy) ta duyapokopruson 0,025 mr/n00y, poTtuerri-
JIeNTHYHI (JIaMOTPU/KUH, «BiniTen®s ) Ta TinoTeH3nB-
Hi mperapatu (eHamanput, 6icorposio) (aus. Tad. 3).
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WHO Child Growth Standards: http:/www.who.int/childgrowth/standards/cht_lhfa_girls_z_0_5.pdf

Puc. 3. PocTorpama AiBYMHKM B AMHaMILL

3i caiB MeIUYHOrO TepcoHany DyauHKy AuTHHH, [Ipu 00’ckTMBHOMY OOCTE/KEHHI 3arajbHUIl CTaH
HEe3BAKAIOUN HA IPU3HAYEHY TEPAIIiio, B CTaHi AiBunH-  auTwau Tsokkuil, Digudnuil po3BUTOK: Maca Tiia —
KM ICTOTHHUX MO3WTMBHUX 3MiH He BimsHaueno. 23,5 kr, 3pict — 91 cm (-6 CB), inmexc macn Tina
[epiogmuno 3 kpatnictio 1—3 aui AT migsunryerscas  (IMT) — 284 (> 97-ro nepiieHTUIO), HAAMipHUN

10 150—190/100 mm pT. CT. PO3TOJIL JKHPOBOT TKAHWHY 32 KYIITUHTOI/THUM THIIOM.
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Puc. 4A. OuiHka macu TiAa AiBYMHKM B AMHaMiLLi. Maca TiAa A0 3pocTy (AOBXMHA TiAa) AiBYaT Bikom 0—2 poku
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Puc. 4b. OujiHka MacH TiAa AIBYMHKM B AMHaMmili. IMT aiBuar Bikom 2—5 pokiB (nMepueHTHAI)
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2007 WHO Reference

Puc. 4B. OuiHka Macu TiAa AiBUMHKM B AMHaMmiui. IMT aiBuart Bikom 5—18 pokiB (nmepueHTHAI)

AprepianbHuii THCK Ha MOMeHT orisxy — 170—
190/100 MM pT. cT., 1110 TIepeBUTIyBaso 95-it Ta 99-if +
5 MM pT. cT. ieprenTuii AT s BigoBigHOTO BiKY,
cTaTi Ta 3pOCTy 1 BIAMOBIZANO TSKKIN apTepiaibHiil
rinmeptensii [ 16]. [loganpia orinka AT 3a 1omomMoroio
n060BOTO MOHITOPYBaHHS TiATBepAUIa TSLKKY AT K

y JIeHHW, TaK i B HiYHUIT yac, 3HmKeHHs Hiunoro AT
BiztmoBiznaso mpodisio «non-dippers», TOGTO CBIiUIIO
npo uepocrtatHe 3umkennus AT yuoui. Ha tii migBu-
IIEHOT0 TUCKY JIIBYMHKA CTA€ MJISIBOIO, Bi/I3HAUAIOTHCS
rilepKiHeTHYHI CY/JOMHI CKOPOUEHHsI, ITi/ICUITIOETHCS
MapMypOBHIT MATIOHOK MIKIPHUX MOKPUBIB (puc. J).
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N 12025

Puc. 6. 30BHilIHI cTaTeBi OpraHu MaLi€HTKM Y Billi 7 poKiB
9 Mmic i3 3-M cTyneHem BipuAi3auii 3a lNMpaaepom

Puc. 7. PeHTreHorpama KMcTei AiBUMHKU 7 POKIB 9 Mic

24

Hassna BipuIisallist 30BHIITHIX CTaTeBUX OPraHiB 3-TO
cryneunst 3a [Ipagepom (puc. 6).

Jabopamopui obcmedxcenns Ha MOMEHT TOCIITa-
gizamii (nuTuHi 7 pokiB 9 Mic): aHIPOCTEHIOH —
0,325 ur/mu, 17-rimpokcumporectepor — 0,689 HMOITB,/71
(nopma — 0,1—2,7), anprocrepon — 9,178 nir/mut (Hop-
ma — 14,6—174), perin — 0,128 nir/mut (Hopma — 2,5—
53,83 cTostun), ambaocTepoH,/penin — 71,7 (Hopma —
0,52—37,83), xamiit 3,8 MMoJb/7, HATpi —
146 mmoub /1.

Incmpymenmanvui memoou docnioxcenns. Pentren
KHUCTEH: KiCTKOBUH BiK BiimoBigae 2—4 pokam i3 mopy-
IIEHHSIM TIOPSIIKY ocuikailii, 03HaKu 0CTEOTIOPO3Y
(puc. 7).

Maznimno-pesonancna momozpagdisi 2071081020
MO3Ky: Ti03HO-aTpOdivHi 3MiHM TTPaBOi JOOGHOT YacT-
KU STK HACJIZIOK TiepeHeceHoro eniedastiry, eniedasto-
T1aTis i3 BiIKapHOIO BHYTPIITHBOIO Ta 30BHINIHBOIO Ti/I-
portedaieio, KicTo3ni 3minu ermidisa, Kicta KuieHi
Parke (puc. 8).

[Ticns anmamizy anamHe3y TaIli€HTKY, CKapT, Pe3YJib-
TaTiB 06’€KTUBHOTO 0OCTEKEHHS i I0JaTKOBUX J1ab0-
PAaTOPHUX Ta IHCTPYMEHTATBHUX TOCTIXKEHD YIaCHU-
KU KOHCUJTIYMY JIIHTIITN BUCHOBKY, 1110 IMTHHA TPUBa-
JIMHT Yac OTPUMYE 03y TTIOKOKOPTUKOIIIB, IO TIepe-
BUIIYE 3aMicHy (iziosoriuny Ta MaKCUMAJIbHY T/
TPUMYBaJIbHY 1103y (TizpokopTuson — 20 mr/m? 10-
BEPXHI TiJia), — TiIPOKOPTU30H Y 1000Bii 71031 60 MT/M?
3a 3 MpUHOMHU KOKHUX 4—3 TO, ajie 3 OTJIIAy Ha
TPUBAJIICTB il TI/[POKOPTU30H CJIi/l TIpUIMaTH 3 iHTep-
BaJIoM 8 TojI. YHACJIIIOK 11bOT0 chOPMYBABCST MeTUKA-
MEHTO3HUN TiMepTIAIOKOKOPTUIIN3M: MiABUNICHUN
areTuT, MPOrpecyBaHHs 30iTbIICHHS Macu Tila 3
2-piuHOTO BiKy 3 TUTIOBUM MOPOIAHUM OKUPIHHAM,
3aTpUMKa POCTY ¥ TeMITy pocTy 3 1-To POKy JKHUTTS,
iIBUIIIEHHSI apTEPiaIbHOTO TUCKY, BUSIBJIEHE 3 6 POKIB,
03HaKM OCTeOTOpO3y. YCTaHOBJIEHI HOPMasbHi piBHI
17-OHP i anzppocreniiony, 3HMKeHi MIOKA3HUKU PEHi-
HY Ta aJbJOCTEPOHY € HACTIIKAMU TPUBAJIOTO MeH-
KaMEHTO3HOTO TillePKOPTUIIM3MY 3 HEaJCKBATHUM
PO3IOILIOM JT060BOT 03U TiIPOKOPTU30HY [4].

HespoJtoriuni 3Minu, siki MaTi Micile B TAIIEHTKA B
6-piuHOMY Billi Ta IPU3BEJIN JIO TOCIITAJI3AI] Y BijTi-
JIEHHST IHTEHCUBHOI Tepartii, CJIi/1 pO3IJIsi/iaTh B KOHTEK-
cti neasiekBatHoi Teparii B/IKH i nos’szanux i3 1ium
MOSKJIUBUX €JIEKTPOJIITHUX MOpyIieHb. Kpim ToTO,
MOBTOPHI MeTaboJIYHI KPU3M Ta eJeKTPoJIiTHI pucha-
JIAHCH MOKYTh HETATUBHO BILJIMBATH HA PO3BUTOK TIEHT-
PpajsbHOI HEPBOBOI CUCTEMH, 110 TPU3BO/INTD /10 3aTPUM-
KW iHTEJIEKTYaJTbHOTO PO3BUTKY, 4K y martieaTku [ 10].

MyabpTUANCIUTIIIHAPHOIO KOMAH/[010 BCTAHOBJIEHO
niarno3: OcuoBuuit: Bpojskena aucdyHKIlis Kopu
HAJIHUPKOBUX 3aJI03, CoJieBTpaTHa (dopma. YCKianu-
HEHHS: TOPYIICHHS CTATeBOTO AU(MEPEHIIOBAHHS 31
crynenem 3 Bipuiizaiiii 3a [Ipagepom. Menukamen-
TO3HWH TiNEePTAIOKOKOPTUIIN3M (BTOPUHHA TSKKA
apTepiabHa rilepTensis, HaHi3M, MOPOiAHe OKIPIHI,
octeornopos). CTpyKTypHa eIiJiencis y AUTUHY, SKa
nepenecsa enredait HeyTouHeHoi etioJorii. Bigcra-
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Puc. 8. MarHiTHoO-pe3oHaHcHa Tomorpadis

BaHHS B IHTEJIEKTYQJIbHOMY PO3BUTKY. ['inepmeTporis
cepeHboro cryrens o6ox oueil. Ilnocko-BasbrycHa
nedopmaitis cTor.

PexomMeHnioBaHO, BPaxOBYIOUN HagBHICTh MEIMKA-
MEHTO3HOTO TilIePKOPTUIIN3MY, TOCTYTIOBO Bi/IKOPUTY-
BaTH 3aMiCHY TOPMOHAJIBHY TeParliio TiJ[pOKOPTU30HOM
i3 IOCTYITOBUM 3MeHIIIeHHAM /1031 710 10—20 mMr/M? Ha
100y 3 iHTEPBAIOM MiXK MPUHOMAMU TIpernapary 8 roj
3TiTHO 31 CTAaHAAPTOM MEIMIHOIL TOTIOMOTH « Bporkena
nuchyHKITS KOPU HATHUPKOBUX 3aJ103 y miTel» [2], a
BpaxoByioun Al, THMYacoBO BigMiHUTH (hIIyIPOKOPTH-
30H, KOPEKIIIO JIiKyBaHHS TPOBOJUTH ITiJ] KOHTPOJIEM
AT, eJIeKTpOIiTIB KPOBi, aKTUBHOCTI PEHIHY B TLJIa3Mi,
piBast 17-OHP, anzgpocrengiony, macu Tija, mpojo-
BKUTHU IPOTHUETTIJIENTUYHY Tepariio Ta IoyaTu npuiiom
npenapariB BiTaMiHy D 17151 s1ikyBaHHSI OCTEOTIOPO3Y.

Tsxka BropuaHa Al SKa PO3BUHYJIAC Y TTAITIEHTKH,
TakoK ToTpebyBasa 3MiHM CcTpaTerii JiKyBaHHSI.
[Tonepennbo TpU3HAYEHA TeparneBTUYHA CXeMa y
BUrIAAL KoMbinamnii 6icomporony B 103i 2 Mr/mody Ta
eHaJIAPUIy B 1031 7,5 MT/100y He CIPUYUHIIA HOP-
Mavtizaiii AT, 1mepiofnuHo BUHUKAIU TillepTeH3UBHI
Kpu3u, KomOiHatis B-aapenobrokatopis 3 inribiTopa-
MU aHTIOTEH3WHIIEPETBOPIOBATBHOTO (hEPMEHTY HE €
PEKOMEH/IOBAHOIO CYyYacHUMM HacTaHoBamu [5]. 3a-
raJIbHi 1iJIi JIIKyBaHHS IPU Be/IeHHI JliTell gk i3 rep-
BUHHOIO, TaK 1 3 BropuHHOIO AT 11epen6avaoTs Jocsr-
nvenns piBust AT, skuil He Jilile 3HUKYE PU3UK ypa-
JKEHHST OpraHiB-MillleHed y AUTUHCTBI (TimepTpodis
JIBOTO MIIYHOUKA, 301/IbIIIEHHS 1HIEKCY MacKH MiOKap-
JIa JIBOTO IIJIYHOYKA), a i 3a1100irac pO3BUTKY ceplie-
BO-CY/IMHHUX 3aXBOPIOBaHb y JIopocyoMy Bitfi. JIoHTi-
TYAUHAJIBHI OCTIIKEHHS OBEJHU, M0 TaKUM IIJIIM
JIIKyBaHHS BiIMOBifaloTh mokasHuku AT < 90-to mep-
nentuaio [9]. Busnauenuit Hamu nokazauk 90-ro
TePIEHTUIIIO 719 TAIliEHTKU BiAMOBIIHO 70 ii BIKY,
ctati Ta 3pocty ctanoBus 101/66 MM pT. CT.

Y Bunanmkax nepcucTyBanus TsKkoi Al pexomen-
JIOBaHO KOMOIHAIII0 TPHOX 1 GilbIue TiMOTEeH3UBHIX
IpemapaTiB pi3HUX KJIACiB, OOHUM 3 SKUX Mac OyTu
niyperuk [5, 9]. 3 orsgay Ha 1e 06paHOI0 CXEMOIO

FTOAOBHOIo MO3Ky

nikyBanma Oya kombiHamia inribiTopa anriotensum-
MIEePETBOPIOBATILHOTO (DEPMEHTY, aHTATOHICTa KaJIbITi€-
BUX KaHAJIIB 1 CEUOTIHHOTO Tipernapary (eHamrampua y
1031 5 Mr/mo0y, ammoauiin y no3i 2,5 mr/mo0y Ta
(hypocemin BHYTPITHbOBEHHO B 1031 2 Mr/1100Y ). Yepes
Tpu 1061 (hypocemin Gysio samineno Ha «Tinoriasua®s
y 11031 25 Mr/100y. 3 OrIsALy Ha HEJOCTATHIO e(DEKTUB-
HICTB Teparil IpoBe/IeHO TUTPYBAHHS /103 TITOTEeH3UB-
HUX TIpenapatiB. 3 6-ro [IHs JiKyBaHHS cxeMa OyJia
TaKoIo: eHamanpua y 103i 10 mr/mo0y, aMaoguiin y
103i 5 Mr/moby ta «linotiasun®» y mosi 25 mr/mo0y.
Jlunamika nokazuukiB AT naesnena na puc. 9.

Ha 9—10-ty mo0y JjikyBaHHS BHAJOCS OCITTH
[OKA3HUKIB, HAOJMKEHUX 110 3HadeHHs 90-T0 nepIiieH-
tumio. [TamienTka MpooBKUIa OTPUMYBATH TIperapa-
TU B 3a3HAYEHUX /103aX TCJSA BUMUCKU 3 BiIIIICHHS.
Mouitopunr AT npogoBKuiu B aMOyJIaTOPHUX YMOBAX,
cepeHill MOKa3HUK CUCTOIYHOTO apTepiaTbHOTO TUCKY
36epiraetbest Ha pisai 104—110 MM pr. cT., aze emizo-
jquano BuHukaioTh migitomu AT no 130/90 mm pr. cT.
Ha T (i3UIHOI AKTUBHOCTI YW HAIMIPHOTO €MOTIiii-
HOTO HABAHTAKEHHS, M0 MOTPeOYE MOMANBINOI Tilo-
TEH3WBHOI Teparlii. YCIiniHe JiKyBaHHsa BTOpUHHOT AT
OB’ sI3aHe 13 KOPEKITIEI0 TOPMOHO3aMiCHOT Tepaltii, sika
TpUBaJia Ha BCIiX eTarax BeICHHS MaIli€EHTKU.

BucHoBku

Bpomkena aucyHKIisg KOPpU HATHUPHUKIB € cep-
HO3HIM CIIQIKOBIM 3aXBOPIOBAHHSM, SIKe ITOB'SI3aHE 3
MOPYIICHHSIM CHHTe3y KOPTHU30JIy Ta aJlbJOCTEPOHY,
110 TPU3BOUTH 10 PO3BUTKY YNCTCHHUX YCKIAHEHD
(Topy1IeHHsA cTaTeBOTO UdEpEeHITiIoBaHHS, TOCTPa
Ha/[HUPKOBA HEJIOCTATHICTD, TIOPYIIEHHST POOOTH CEpIIst
Ta HUPOK, KOTHITUBHI TOPYIIEHHS ). 3aBASKA HEOHa-
TAJIbHOMY CKPUHIHTY B YKpaiHi 3 BU3HAUeHHSIM PiBHS
17-OHP BpaeTbcss BUABJIATH TMATOJIOTIIO HA PaHHIX
eTarax i 3amobiraTi PO3BUTKY TSIKKUX YCKIATHEHb.

[MTatorenernyne nixkyBanus B/IKH nossrae B 3amic-
Hiff Tepamii mpenaparaMu TJIOKOKOPTHUKOIZIB, 3a
noTpebu — MiHEPATIOKOPTUKOI/IB, 110 /1€ 3MOTY CKO-
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a=@m== 90-i1 NepLeHTUAb AAsT CAT

=== AnHamika nokasHukiB CAT Ha TAi AiKyBaHHS

Puc. 9. AvHamika nokasHMKIB CUCTOAIYHOTO apTepiaAbHOrO TUCKY Ha TAI FiMOTEH3UBHOT Teparii Ta 3MiH A03 riAPOKOpPTH-

30HY i (PAYAPOKOPTH3OHY

pUTYBaTH eHJOTeHHY HEeJOCTAaTHICTb KOPTHU30Jy U
AJIB/IOCTEPOHY 3 BIITIOBITHUM 3HUKEHHSIM Tillepcekpe-
11ii a/[PEHOKOPTUKOTPOITHOTO TOPMOHA Ta, SIK HACi/I0K,
3MEHIIeHHSIM CUHTe3Y Ha/[HUPKOBUX aH/IPOTEHIB.
Tepamig mamienTis i3 BJIKH € ckmagamm mportecom,
1110 TI0JIATAE B TIOCTIHHOMY OajlaHCyBaHHI MiK pU3HKa-
MU MeJMKaMEeHTO3HOTO TillepKOPTUIN3MY Ta Hejlo-
CTaTHBOI 03U TIpemnapatiB. ¥ JiKyBaHHI MAIi€HTIB i3
B/IKH cxig BUKOPUCTOBYBATH TJIIOKOKOPTUKOINH,
MEePEBAKHO TiZIPOKOPTUIOH, Y HANHMIKYI T e(DeKTUBHIT
1031, OCKITBKU K HEMOCTATHE, TaK 1 HaAMipHE JiKy-
BaHHS TIperaparaMiu IJIIOKOKOPTUKOINIB TTOB si3aHe 3
(hopmMyBaHHAM TOCTPUX i XPOHIYHUX YCKIIAJHEHD.
[IpepcraBiaennii KJaiHIYHUIN BUTIQJIOK COJIEBTPATHOI
(opmu BAKH y mutrau Ha pisHUX eTarmax ii po3BUTKY
JIEMOHCTPYE BAKJIMBICTh BYACHOI A1aTHOCTUKU TIATO-
JIOTii, @ TAKO3K a/IeKBATHOTO JIIKyBaHHS Ta MOHITOPUH-
Iy HAIi€HTIB /I 3a1100iraHHsl YCKIaHEHHSIM, 30Kpe-
Ma MeAMKaMEHTO3HUM (30i/IblIIeHHsT MacH Tijia, 110
TIpoTpecye, 3aTPUMKA POCTY 1 TEMITY POCTY, ITi/[BUTIEH-

KoHrikTy iHTEepeciB Hemae.
Yuactb aBTOpIB CriiAbHa.

us AT, ocTeornopos, HEBPOJIOTIYHI TIOPYIIIEHHS TOIIIO ).
BincraBanHs B iHTeIeKTyaJIbHOMY PO3BUTKY TAIiEHT-
KU [IOB’s3aHe 3 MeTa0OIIYHUMY KPU3aMU Ta MOPYIIeH-
HaM (hopMyBaHHS TIEHTPAJIBHOI HEPBOBOI CUCTEMU B
KPUTUYHI TTepiosin il KUTTS.

Benenns marientis i3 BJIKH norpebye nuaamiy-
HOTO CIOCTEPEKEHHST MYJIBTUIUCITUTIITIHAPHOIO KOMaH-
21010 (haxiBIliB.

[TinTpmyBasbHa Teparlist TaIliEHTKU CIPsIMOBaHA
Ha HaWHWKYY e(QeKTUBHY /03y TiIPOKOPTU30HY
(10—20 mr/m? Ha 1006y 3 iHTEPBATIOM MiX TPUAOMaMU
nperapary 8 Ton) Ui NPUTHIYEHHS HAJJTUIITKOBOI
cekpellii Ha/[HNPKOBUX aH/[poreHiB. /L1 MOHITOPUHTY
B/IKH y niBUMHKN PeKOMEHI0BAHO KOHTPOJIIOBATU
AT, piBeHb €JIEKTPOJIITIB Y KPOBi, aKTUBHICTH PEHIHY
mnazmu, Bmict 17-OHP, anapocrengiony, macy Tija.
[IpofoBxkUTH MPOTHENIIENTUYHY Tepartiio i/ KOHT-
POJIEM HEBPOJIOTA, TITOTEH3UBHY TEPAITiio — ITi/l KOHT-
poJieM KapioJiora, po3noyaTd MPUHOM IperapariB
BiTamiHy D /1 JTiIKyBaHHS OCTEOTIOPO3Y.
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Congenital adrenal hyperplasia: a difficult clinical case

V.M. Dudnyk?, L.I. Andrykevych', V.M. Zhmurchuk?!, V.Yu. Pasik!, O.0. Zborovska', O.A. Moravska?
"National Pirogov Memorial Medical University, Vinnytsya
2Vinnytsya Regional Children’s Clinical Hospital

Congenital adrenal hyperplasia (CAH) is a hereditary endocrine disorder caused by deficiencies in steroidogenic
enzymes, resulting in impaired synthesis of cortisol and aldosterone. It is a recognized cause of disorders of sex develop-
ment in children, characterized by discordance between genetic, gonadal, and phenotypic sex. The most common etiology
of CAH is 21hydroxylase deficiency (accounting for 90—95 % of cases), caused by mutations or deletions in the CYP21A
gene, and clinically manifested as saltwasting, simple virilizing, or nonclassical forms. The condition exhibits considerable
clinical variability and requires an individualized therapeutic approach; symptoms depend on the specific form and the
extent of enzymatic deficiency. In neonates, severe forms of CAH can be lifethreatening. Pediatric management focuses on
supporting normal physical and sexual development, particularly during early childhood. Both overtreatment and
undertreatment with hormone replacement therapy may lead to adverse health outcomes.

The presented clinical case illustrates delayed diagnosis, therapeutic challenges, and difficulties in monitoring a child
with the saltwasting form of CAH, which led to serious complications including electrolyte imbalance, arterial
hypertension, growth retardation, heart failure, and cognitive impairment. Effective management of CAH requires a
multidisciplinary approach, starting with neonatal screening and continuing with personalized treatment and ongoing
monitoring throughout the stages of child development. This strategy is essential to prevent diseaserelated complications,
reduce polypharmacy and mitigate the risk of adverse outcomes associated with inadequate therapy, thereby improving
the overall quality of life for affected patients.

Keywords: children, congenital adrenal cortex dysfunction, disorders of sexual differentiation.

AN LUMTYBAHHA ¢ FOR CITATION

o Jlymnuk BM, Annpikesny IT, Kmypuyk BM, IMacik BIO, 36oposcbka OO, Mopascebka OA. Bpozkena ancdyHKitis Kopy HaAHNPKOBUX 3a/103. CKIaHuil Kirinidmmit
BUNAJ0K. YKPAIHCHKUI JKypHAI AUTSHOI enokpunodorii. 2025;1:17-27. doi: 10.30978/UJPE2025-1-17.

*  Dudnyk VM, Andrykevych II, Zhmurchuk VM, Pasik VYu, Zborovska OO, Moravska OA. [Congenital adrenal hyperplasia: a difficult clinical casee]. Ukrainian
Journal of Pediatric Endocrinology (Ukraine). 2025;1:17-27. http://doi.org/10.30978 /UJPE2025-1-17. Ukrainian.

27



