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HHPAKTUHKYO4Y0MY EH/IOKPUHOJIOI'Y
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BPOOXEHOI ANCoYHKUIT KOPU HAOHUPKOBUX 3ANOS
3 AESILULNTOM PEPMEHTY 21-NAPOKCUNTA3SN Y CINOJNTYHEHHI
3 CMHOPOMOM CMNONYYHOTKAHUHHOI ONCNSA3IT
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Hexmacuuna dpopma BpomsxeHol mucyHK-
il kopu Haguuprosux 3ayno3 (HBI'KH3) 3 me-
dimuTom depmenty 21-rigporcuiiaszu (Komy-
erbest reroM CYP2IA2) € onHien 3 HpUYUH
rimepaHaporeHii y ocid sxiHo4Yol cTaTl B pi3Hil
BixoBl mepiogu [1]. HBI'KH3 nmpuramannmi
4acTKOBUH dhepMeHTHUH gederT 21-riaporcH-
JIa3¥u, SKHM KOMIIEHCYIOTHCSA IIlJBHUIIEHHSIM
A PEeHOKOPTHUKOTPOITHOTO TOPMOHY Timodisa
1 6e3 KJIIHIYHO 3HAUYYIIOT0 Oe@IIIUTY TJIIOKO-
KopTukoimis [1].

I'erw CYP2IA2 nokaii3aoBaHUi HA JTOBIOMY
IJIE€Yl IIT0CTOI XPOMOCOMH, Y JIOKYCl JIIOJICHKO-
ro gerirorurapuoro autureny (HLA) mopyu i3
reHaMH 4eTBEPTOro KOMIIOHEHTA KOMIIJIEMEeH-
ty [2]. Hedertu resa CYP2IA2 cTaHOBIATH
moHag 95 % ycix sunmaakis HBI'KH3 [3, 4].

Myramii, axl BUKJINKAIOTL HOBHY OJIOKA-
Iy aKTHBHOCTI 21-riIpOKCUIAa3H, ITPU3BOIATH
JI0 PO3BUTKY ClIBBTPAYA0OU0l OpMU BPOIIKE-

* Po6oTy BUKOHAHO 32 BJIACHOI 1HII[IATUBY aBTOPIB.

HOI nucyHKINT KOPpY HATHUPHUKOBUX 3aJ103
(B'KH3) Bmacmaigox abcomamoTHOro AedlIiuTy
TJIIOKOKOPTHUKOIIIB 1 MIHEPAJOKOPTUKOIIIB
[5]. Ba mammMM meAKHX aBTOPIB ClIbLBTpaYa-
o4Ja opMa CTAHOBHUTH B[ OJHIiEl TpeTuHH [6]
mo 75 % [7, 8] Bcix Bumagkis BI'KH3 3 medi-
muToM epmeHTy 21-ruaporcuiiasu. ABToOpuU
TaKOK BKA3yIOTh HA BIACYTHICTDH HIPOSBIB HAM-
HUPHUKOBOI HEJOCTATHOCT] Y YACTHHU XBOPUX
Ha BI'KH3 3 medimurom dpepmenty 21-rigpo-
Kcmiasu, 1o craHoBuTh Big 30 mo 50 % ycix
BuOaaxis [9].

Myraii, axl 3abe3meuyyTh MIiHIMAJb-
HY 3aJHIIKOBY AKTHBHICTH (PepPMEHTY, IPU-
3BOJATH JI0 PO3BUTKY MHPOCTOI BIPUJIU3YIOUOI
dopmu BI'KH3 [1]. 3a HBI'KH3 36epiraersca
20-60 % akrusHOocTI pepmenTis [10]. [lamienTn
3 HBI'KH3 mosxyTs MaTH OOWH KIACHYHHUHA
1 OOUH HEKJACHYHUU ajiesb ado OBa HEKJAa-
cuuni aneml [7]. Barexku 3 HBI'KH3 maroTs

ABTOpU rapaHTYIOTh MOBHY BI/IIIOBIOAIBHICTE 34 BCE, IO OIIy0JIIKOBAHO B CTATTI.
ABTOpPH rapaHTYIOTH BIJICYTHICTH KOH(JIIKTY iHTepeciB 1 BJiacHOI (piHAHCOBOI 3aI[iKaBJIEHOCTI IPY BUKOHAHHI

poboTu Ta HAIIMCAHHI CTATTI.
Pyxomuc magiimos go pegaxmii 19.03.2026.
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1,5—-2,5 % pu3uk HaApOKeHHs TUTUHU 3 KJa-
cuunoo BI'KH3 [11]. To6To, CYP21A2 renoru-
nyBanHs naiieaTok 3 HBI'KH3 rta ix maprt-
HepiB MOKe 3MEHIIUTH PU3UK HAPOIKEHHS
miTed 3 1riero maroJsoriero [12].

V namientox 3 HBI'KH3 pisens anmpore-
HIB HUKYMH HOPIBHAHO 3 KiaacuuHon BI'KH3,
a CUMIITOMHY TilepaH IPOreHil TpOosIBIISIOTHCS
MHi3HIIIe, Y HUX MOKYTh CIIOCTEPITaTHCS «JIeT-
K1» CHUMIITOMH JeIlIUTy, TaKl AK IepeadacHe
mybapxe, IPUCKOPEH UM KICTKOBUH BIK V TUTHH-
CTBI, aKHe, HeperyJsapHa MeHCTpyalis 1/ado
ripcytuam [13]. Koiuiuauit deHOTHI KIHOK
3 HBI'KH3 mo:xe mHaragyBaTtu (peHOTHI Ki-
HOK 13 CHHIPOMOM IIOJIKICTO3HUX SIEUHHUKIB
(CITK{), Tomy BaskkO PO3PI3HUTH 111 3aXBOPIO-
BaHHIT [14].

CBoedacHa [larHOCTHKA IILOTO 3aXBOPIO-
BaHHS II0Tpedye 000B’I3KOBOT0 BKJIIOUEHHS
BU3HAUYEHHS 0a3a/JIbHUX PIBHIB 17-0KCHIIPO-
recrepony (17-OIITl") y xommimexcHOMy obcTe-
JKeHHS IAIlIEHTOK PISHUX BIKOBUX TPYH 13
KJIHIYHUMHY TPOSIBAMH TillepaHIporeHii: 1iB-
YaT-TMIJIITKIB, "K1IHOK PelpoayKTUBHOIO BIKY
Ta KIHOK, K1 IIJIAHYIOTH BATITHICTB. TaKOMK
oocresxenus na HBI'KH3 B 060oB’13K0BOMY I10-
panky nosuaHI mpoxoautH kinku 3 CIIKA abo
3a HASTBHOCT1 MYJIbTHUQOIIIKYISIPHOL CTPYKTY Pl
SIEYHHUKIB 3a JaHUMU YJIBTPA3BYKOBOTO JOCJII-
mxerasa (Y3]l) BiamoBigHO I0 MIKHAPOIHUX
pexomengarii [14, 15-19].

IIpu orpumansi pisasa 17-OIII' y giamaso-
Hi 2-10 Hr/MJI He00X1THO ITPOBECTH IPOOY 3 KO-
CHUHTPOMIIHOM, III0 BU3HAHA y CBITI K CTaH-
mapt miargoctuku BI'KH3 [12]. Pasom 3 Tum,
MIaTHOCTUYHUM IIOPOrOM IIOCTAHOBKH JI1aI'HO-
3y BI'KH3 3 nedimurom depmenty 21-rigpo-
KCMJIa3u € 6a3aJIbHUH YK CTUMYJILOBAHUH Y IIPO-
01 pieus 17-OIlI" momanm 9,0 ur/mi. 3a ocHOBY
J1a00paTOPHUX KPUTEPIiB MOCTAHOBKH J1aTHO3Y
B34TO PEKOMEHAIlll OCTAHHBOIO KepiBHUIITBA
Endocrine Society Clinical Practice Guideline,
2018 ra ESHRE Guideline: Endocrine disorders
in pregnancy, 2023 [12, 20].

Jiarsoctura HBI'KH3 3 gedimurom dep-
MeHTY 21-T1IpOKCUIa31 MOsKe Oy TH CKJIATHOIO
Jyepes BIACYTHICTh THUIIOBOI KJI1IHIYHOI CHMIITO-
MaTuku rimepanaporenii [12]. B mux Buman-
Kax JOLIJIbHUM € IPOBEIeHHS eHeTUYHOTO

CTPYMEHTOM [Jis IiATBEpPIKeHHS I1arHOo3Y.
Tpanckpumiina akTusHicTh HoBuX CYP2IA2
TIPOMOTOPHUX BaplaHTIB JOCTIIIKYETHCSI 3a JI0-
TIOMOT00 CUCTEMH aHaJI13y JoIudepasu 3 mo-
OBIAHUM pemopTepom [21].

IIpubausro 10 % oci6 3 BI'KH3 Taxomx
CTPAKIAI0Th HA CHHIPOM CIIOJIYYHOTKAHUH-
woi gucirasii (CCTH) [12]. Kpim MoHOreHHUX
CIIAJKOBUX 3aXBOPIOBAHL CIIOJIyYHOI TKAHUHHI
(cmagpom Mapdanma [22], curngpom Emepca-
Jammo [23] Ta 1H.), IK1 TIOPIBHSAHO PIIKO 3Y-
CTPIYAOTHCS, 00’ €KTaMHU JTOCIIKEeHDb yce Jac-
TIIIe CTAIOTh PO3IOBCIOMKEH] JUCIIJIACTUYHI
enoTHIN, K1 OJIM3bKI 3a KIIHIYHHMH IPO-
SIBAMH JI0 BUIIEBKA3aHUX MOHOI€HHHUX 3aXBO-
poBasb [24]. Binpmricts mamienTis i3 CCT/]
HECYyTh CyMIKHY JIeJIeI[ll0 TeHa, 10 BKJIIYae
CYP21A2 wonmyBaHHA 21-rigpoKcHIa3W Ta
TNXB, mo xoxmye tenascin-X, ajge IesIKl ma-
OTh HeBimomy eTiosorito [25]. Opguak y mari-
€HTIB 3 TiIepMOOLIIBHUM MiJTUIIOM CHHIIPO-
my Enepca-Jlanno sussneno gedextu TNXB,
ARUH Koaye tenascin-X — BeJUKUH TJI1KOIPO-
TelH, HeOOXITHUHN I8 yTBOPEHHS II03aKJIi-
TUHHOTO MaTpukcy [26, 27].

OTosx TTOCTAaE MUTAHHS, 3 IKUX YMOB JaH1
CHHIPOMHU MOKYTH MoexuyBarucsa’ Icaye me-
K1JIbKA TIIIoTe3: be3mocepe HIi BILJIUB aHIPO-
reHiB, a caMe XPOHIYHA TilepaHgPOTeHls
MOsKe 3MIHIOBATH CHHTE3 KOJAareHy, IIOTip-
IIyBATH €JIACTUYHICTh TKAHWH, MACKyBaTH
a6o migcuiaroBatu nposasu CCT]; remermuni
darropum — myraii CYP2IA2 ta mojaireHHa
CXMJIBHICTD JI0 CIOJIYYHOTKAHWHHOL JTHCIIJIA-
311; mopyIeHHs QEepMeHTIB CTepoimoreHesy,
1[0 BIIJIMBAE HA MPOIECH OOMIHY y CIOJIyY-
HIf TKAHWHI; JI1arHOCTHUYHI eeKTH, a caMme
y mamieuTiB 3 CCTI] mikapi gacriie mmyKamoTh
ropMoHaJibHI mopyinenns, a nupu HBI'KH3
YBAKHIIIE OIIHIITL PeHOTHUH; Hapasl He-
Mae oQIIifiHOl CTATUCTUKHU CTOCOBHO IIO€]-
HaHHSA [[UX TeHEeTUYHUX 3aXBOPIOBAHD, AKe
HpeaCcTABICHO 31e01/IBII0Or0 y BUTJIAI] IT00IH-
HOKHMX KJIIHIYHNX CIIOCTEPEKEeHb.

Mera pocaimskenHs: axTyai3yBaTu
npobiieMy KJIIHIYHOI 1 JabopaTopHol giar-
HOCTHUKHM BPOJKEHOI NUCHYHKI[] KOpH HaJ-
HHUPKOBUX 3aJI03 y IOE€IHAHHI 3 CHHIPOMOM
CITOJIyYHOTKAHUHHOL 1ucIiiasii y skiHOK Ta 00-
TOBOPHUTH CYYACHI II1IXOMU 0 JIKYBAHHS ITiel
maToJIoT11.

TEeCTYBAHHS — BU3HAYEHHS MYTAI[lf y T'eHl
CYP21A2 — e BaRJIMBHUM 1 HEOOX1THUM 1H-
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Kniniunuii eunadok:

IMamienTrka K., 18 poxis, 3BepHymacsa o
riHekoJora 31 ckapraMu Ha aKHe, HeperyJisap-
HI TPUBAJII MEHCTPYAILll, K1 MOB’SI3y€e 31 CUJTh-
HUM CTPECOM.

Pezynomamu eopmornaibHo2o obcmedicer s
8 POoNIKYNAPHY PA3Y MEHCMPYATLHOLO UUKILY:
nposnaktur (IIPJI), Tecrocrepon saranbHMiA
(Tc), 1Hgexc BIJIBHOTO TECTOCTEPOHY, THPEO-
TporrHu#i ropmoH rimodisa (TTT), gerimpoermri-
argpocrepor cyabdar (II'EA-c), saranpumit
Bitamia D — B Meskax pedepeHTHUX 3HAYEHbD.
17(OH)-tiporecrepor — 9,22 HmoJb/1 (HOpMa
0,2-2,4).

Pezynomamu Y3/[: emgomerpiii He BigIo-
Bijae a3l MEHCTPYAJIbHOTO IUKILY; MYJIbTH-
GoMIKyIIpHA CTPYKTYpPa 000X A€UHUKIB.

Bcemanossnerno oiaenos: Ilopymenus meH-
CTPYaJIbHOTO ITMKJIYy. AHOMaJibHA MATKOBa
KpoBoTeua. ['pyma pusuky CUMHIPOMY IOJ1KiC-
TO3HUX SIEUYHUKIB.

Perxomenoosaro: Metuga mmo 1 caire Ha Hid;
pitamig D mo 2000 MOgx x 1 pas ma go0y mifg
Jac il 3 HoJaJIbIINM KOHTPOJIEM HOro piBHSA
vepes3 2 micsar; giogactod mo 10 Mr x 2 pasu
Ha go0y — 10 muiB (Ha 3—5 OeHb OYIKyBaTH
MeHcTpyairio); Bizanosa 500 mr mo 1 Tab. 2 pa-
3u Ha 100y — 3—5 OHIB; MMOBTOPUTH KJTIHIY-
HUM aHaJII3 KPOBi, hepuTrH, CHPOBATKOBE 3a-
JI130; OIJISIT Ha KpIC/l y TIHEKO0JIOra B «UHCTI»
nui; Y3]I opraHis MaJioro Ta3dy: KOHTPOJIb Ha
5-10 meHb IUKJY; KOHCYJIbTAIlS €HIOKPU-
HOJIOTa 3a Pe3yJIbTaTaMU JOCHLIMKeHHS PiBHSI
17-OH mporecrepony; Bakmunartis ['apmacui-9
(3a cxemor 0—2—6 MicAIIlB).

3i ckapramMmu Ha TPUBAJIl MEHCTPYAaIlii, Kpo-
BoMasaHHdA O0gmu3bko 20 mHIiB, masl 13 gHIB

& =7
=%
v $

mepepBa, IIOTIM MOYaBCS HOBUM IIUKJ, HASB-
HICTh aKHe, 3BEPHYJIACA 0 eHIOKPUHOJIOTA.
ITpusuaueno odactou mo 10 MT X 2 pasu HA
o0y — 10 gHiB.

JlikyBasachk y mepmaroJiora 3 IIPpUBOIY aKHe
(08-09.2024 p.).

[Tpu mmoBTOPHOMY 3BEpPHEHHI 10 €HIOKPU-
HOJIOTA 3 ypaxXyBaHHS pe3yabTaTiB 00CTeKeH-
g (acymiu — 2,1 MmxOxa/ma (Hopma 2,6—24,9),
immekc HOMA — 0,44 y.o. (mopma mo 2,7),
C-trtentun — 0,9 ur/mi (gopma 0,9-7,1), -
Ko3a — 4,64 MMOJIB/JI, TJIIKOBAHUIN TI'€MOIJIO-
61z (HbAlc) — 6,08 % (mopma 4,8—6,0) Bcra-
HOBJIEHO I1aTHO3 I[YKPOBUM mgiabeT 2 THILy.
I[Ipusuaueno merdopmia 500 mr ma m00y.
IIpemapar mpuiimana mporssrom 10 mHiB, ca-
MOCTIHHO BIAMIHMJIA Y 3BSISKY 3 IMOOIYHUMU
edexTamu (HygoTa, CIa0KICTE).

3a pexoMeHJAIIIMH 1HIIOTO eHI0KPIHOJIO-
ra JTOCJT1TKeHHS ByTJIEBOTHOT'0 0OMIHY 0YJI0 TIpo-
BeZieHo OoBTOPHO: piBeHb HbAlc (20.12.25 p.) —
5,75 %; opaJIbHUM TECT TOJIEPAHTHOCTI [0 TJII0-
koau (OTTT): rookosa Harire — 4,86 MMOJIB/JI;
vepes3 2 TOJ MiCJs HABAHTAMKEHHS TJIIOK03010
(75 1) — 2,43 MmMoJIB/II.

JlikyBajacs y racTpoeHTepoJIora, mepeaik
mpemaparis He mam’aTae. Ha Tii jgikyBamHsa
HOKPAIIUBCS CTAH IIKIPH.

CrragKoBICTE 32 €HIOKPHUHHUME 3aXBOPIO-
BauHaMu ootsixena (1] 2 Tumy y 6a0yci 3a ma-
TEePUHCHKOIO J1HIe0). MeHapxe y Bitl 14 pokis.

Jlani 06’exmuernoco obcmeocenns: Bara
45 xr, apict 160 cm. IMT 17,3 xr/m2. ITpucyTHi
kmuiuHal o3uaku CCT/I: rimepmobiIbHICTD CY-
IJI001B, ITIABUINEHA THYYKICTE CyTJIO0iB (Y qH-
THUHCTBI 3aiMaJjiacs TAHIAMU Ta JIETKOK aT-
nerukomw) (Puc. 1).

Puc. 1. KniHiuHI 03HAKY CHHAPOMY CIIOJIYYHOTKAHUHHOL JTUCIIIa31i.
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Pezynomamu nabopamopro2o 00cCiioxceH-
nus: 17-OH-mporecrepor — 10,9 amosas/n (Hop-
ma 0,2-2,4), ITPJI — 15,5 ur/ma (mopma 1,9-25),
Tec — 3,1 amons/n (0-2,53), saranpHu BiTa-
mig D — 30,1 uar/mia (mopma Big 30), iHIOeKC
BLJIBHOT'O TecTocTeporny — 6,26 % (0,74—6,31),
TTI — 2,05 mOp/n (Hopma 0,2—4,2), JITEA-¢c —
252 Mmrr/nan (mopma 35-430), dbeputun —
4,1 ur/mit (Hopma 5-148).

Bcemanossieno diaenos: Herxmacuuna dop-
Ma BPOJIZKEHOI AUCPYHKINT KOPU HATHUPKOBUX
3aJ103 3 medinturTom gepmenTy 21-riapoKcuiIa-
3u. CHHIPOM CIIOJIyYHOTKAHUHHOI JTUCIIIa3ii.
Jeddimur Baru.

Peromendosaro:

* T'emetnuna Bepudiraris HBJIKH 3 su-

suauvenuam CYP21A2, CYPIIB.

* Parmionasipee xapuyBaHHA 3a IPUHITH-
naMu AMepHUKAaHCHKOI acoriaiii xapuy-
BauHa Ha 2025-2030 pp. (Real Food).

+ Jliera 3 BKWBAHHSIM IIPOAYKTIB, 30ara-
YeHHX OlJIKOM, XOHPOETHHCYJIb(paToM,
sitaminamu C, E, B6, D, P ta mikpoeie-
MEHTAaMH — MAarHieM, MI1Iai0, MapraH-
eM, ITUHKOM, KaJIBITIEM, CeJIEHOM, C1POIO.

* Komcynbralilis eHmoxpuHOJIOra 3a pe-
3yJibTaTaMy MeHeTHYHOT0 aHAaJII3y I
BHOOPY IIOHAJBIIOI TAKTUKH CIIOCTEpe-
JKEeHHS Ta JIKyBaHHI.

* Kaimiuawnit anamis kposl, pepurus (y gu-
HaMII[l, BpaXOBYIOUM TPUBAJIy MeTpopa-
rio), 11-0e30KCiIKOopTHI30JI (HATIIE).

+ JlaGopaTopHHU# MOHITOPHUHT TJIIOKO3U
3 KamiJasgpHOI KPOBI HATIINE Ta Yepes
2 TOOWHU IIICJSA CHITAHKY PAaHIOMEHO
momicsaiss (BpaxoBYyHOUYH HU3BKHUU pi-
BEeHb IJIIOKO3M KPOBI yepes 2 roj Iic-
s OI'TT, medimuT Barm Ta o0TSKEHY
CIIaKOBICTB).

+ Kontposus pisaa HbAlc pas ma pik.

+ V3]I muTomnosi0oHOoI 3aJI03U IIJIAHOBO.

* Buropucramusa moHopasHUX KOMOIHOBA-
HHUX OpaJIbHUX KOHTpPAIENTHUBIB (Ipoc-
mipeHOH/eTUHIIeCTpa io) 1 miryIka Ha
100y 3 mepIIoro JHA MEHCTPYyAIlll 10 eTa-
Iy IJIaHyBAaHHSI BATITHOCTI.

* Biramia D 2000 MOg ma moby — Tpu-
BaJIO, 3 KOHTPOJIEM HOT0 PiBHS Y KBITHI

2026 p.
+ XemarHe 3a1i30 (25 Mr) o 1 mirysml Ha
o0y micasa Isxl — 3 MicAlll, 3 HACTYII-

HUM KOHTPOJEM (PEePUTUHY, CHPOBATKO-
BOTO 3aJTi3a.

Meromw nikysanHa mamieaTox 3 HBI'KH3
€ IPUTHIYEeHHS HAaJJIUIIKOBOI'O CHHTE3y aH-
IPOreHiB HAJHUPKOBUMH 3aJI03aMH Ta IIO-
BSI3aHHUX 3 TiIepaHgpPOreHIel YCKJIaJHEHb.
Ha sigminy Big knacuunoi BITKH3, y mairien-
tok 3 HBI'KH3 memae HagHupHUKOBOI HEmO-
CTATHOCT1 1 3aMiCHA Teparisa TIIOKOKOPTUKOI-
IaMu He IToKa3aHa.

Jlas miaumiTKRIB 1 JOPOCTUX SKIHOK 13 KJIi-
HIYHUMHK O3HAKAMH TiIepaHIporeHli, TaKu-
MH SIK aKHe a00 TipCyTHu3M, IIepopaIbHI eCTPo-
TeH-IIPOreCTUHOBI KOHTPAIIEITUBH € BHOOPOM
nikyBaHus [28]. Tepamia mepopalbHUMH
€CTPOreH-IIPOreCTUHOBUMY KOHTPAIleIITHBA-
MU 3MEHIIY€E TIIepaH POreHi0 MIJISIX0M IIPH-
THIYEHHS JII0TEIHI3yIYoro TOPMOHY Trimodisa
1, IK HACJILOOK, IIPOAYKIIll aHIPOreHIB I€eUHHI-
KaM¥, CTUMYJISAI[] CHHTEe3y CeKC-3B’SI3yI0Uoro
ra00yIlHY B MEYiHI[l, IO MPU3BOJAUTH 0
3HUMKEHHS KOHIeHTpAaIll BIIBHUX aHOgpOre-
HIB, HE3HAYHOI'0 3HUKEHHS CHHTE3y aHJIpo-
FeHiB HaJHUPKOBUMHU 3aJI03aMU, 3MEHIIIeHH
3B’SI3yBAHHS AHAPOTEHIB 13 IXHIMU PeIlerTo-
paMu, IIIOIBUINEHHS KJIPEHCY TeCTOCTEPOHY
Ta JIETKOT'0 1HTIOyBaHHS Sa-peayKTasu, saKa
KaraJjiidye IIepeTBOPEHHS TECTOCTEPOHY 1 JH-
rizporecrocrepony [29]. IlepopanbHl KOH-
TPAIEIITUBH, 1[0 MICTSITh IPOTECTUHH 3 HU3b-
KO0 aHJPOTeHHO aKTHBHICTIO (HOpPrecTiMar,
Je30orecTpes 1 TecTo/ieH) MaloTh ImepeBary Ha/l
JIEBOHOPT'€CTPEJIOM.

JlomaBaHHsa mo Tepalrll aHTHAHIPOTEHIB
TMOKAa3aHO y pa3i He3aJ0BIIbHUX pe3yJIbTATIB
Ha Tepalril IIepopajbHUMU eCTPOreH-IIPorec-
TUHOBMMH KOHTpAIleITUBaMu. Tepamiio aHTH-
AHIPOreHaMM He CJI1J 3aCTOCOBYBATH KIHKAM
PeIrIpoayKTHUBHOIO BIKY 0€3 HaJIMHUX METOI1B
KoHTparemii yepes3 IX HOTEHINNHUI BIIJIKB
Ha po3BuTOK moxy. CoipoHoIakTOH — aHTa-
TOHICT MIHEPAJIOKOPTHUKOIMIB — TAKOM Mae
anTuaugporenunii edpert [30]. Oayramia, K
HECTepoIgHHUI 0JI0KATOP AHAPOTeHHUX pelell-
TOPIiB, HE PEKOMEH IYEeThCs Yepea MOoro remaro-
TOKCHUYHICTE.

[II0KOKOPTUKOI T BUKOPHUCTOBYIOTH JIUIIIE
opu raacuuaux popmax BI'KH3. Tlokaszano,
1[0 TJIIOKOKOPTHUKOIAM Olabin edeKTHBHI 3a
mepopasibHl €CTPOreH-IIPOreCTHHOBl KOHTpA-
LEIITUBY a00 AaHTHAHIPOTeH Y JJIs ITPUTHIYEH-
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HS HAJHUPHUKOBOI TiIepaHIporeHil y KiHOK
3 HBI'KH3, mipoTe mocTynamoThesa iM 3a BILJIU-
BOM Ha ripcytusm [31, 32]. [TIoKoKOpTUKOI M
3aCTOCOBYIOTH JIWIEe JJIsI JIIKYBAHHS TipcCy-
tuamy y skinok 3 HBI'KH3 y sunmagky memepe-
HOCHMOCTI IIEPOPAIbHUX KOHTPAIENTHUBIB Ta/
abo amrtumaugporeuis [28]. B Toit ke uvac Ji-
KyBaHHaA Oesmrinngs y namiearox 3 HBI'KH3
CJI1JT MOYMHATH 3 TJIIOKOKOPTUKOIMIB [33].
Bamausoro crmamoBoo JIKyBaHHS malli-
euTok 3 moegHanuam HBI'KH3 1 CCT/JI e pa-
II0H XapuyyBaHHs, 30arauyeHuii 01JIKOM, XOH-
npoituucyabdarom, Biraminmamu C, E, B6,
D, P ta mikpoenemenramu (Maruiii, MiIb,
MapraHenb, IIUHK, KaJbI[1i, ceJIeH, CIpKa),
COPAMOBAHUI HA MOKpPAINeHHs MeTaboiaMy

CHOJIyYHOI TKAHWHH TA AKTHUBAIII 1MYHHOI
CHCTEMHU.

Taxum unnom, HBI'KH3 — e marosoris,
SIKY CJI1J] M1J03PI0BATHA TA BUKJIIOYATHA y BCIX
sRIHOK 13 peHOTHMIOM, momioumm mo CITKA,
BKJIIOYAIOYHN TPCYTH3M, aKHE Ta MEHCTPYaJib-
Hi apoMaJrii. Xoua mnommupenicts CITKSA 3Ha-
4HO Iepesuinye nomupericts HBI'KH3, 1 ic-
HYE «IIePEeKPUTTI» y JIKyBaHH1 (0CO0JIUBO TTPHU
ripcyTH3Mi Ta aKHe), JIKYBAHHS 0e3ILII Isa Ta
H1OTCOTOBKA 10 BATITHOCTL Y TAKHUX IIAIIIEHTOK
moTpeOyoTh TOUHOI miarHocTHKU. CKPUHIHT
Ha 17-OH-mmporecrepoHn, a 3a morpedbum mpoba
3 KOCHHTPOIIIHOM JOIIOMAaraiTh BepH@IKyBa-
tu HBI'KH3 3 pgedimurom depmenty 21-rig-
pOKCHIIA3H.

BHUCHOBEUA

1. Bkpait BamkIuBUM € 00CTEMREHHS KIHOK
3 KJIIHIYHEMHU OPOSIBAMHU TillepaHgpOoreHil
Ta 3a YMOB CHUHIPOMY ITOJIIKICTO3HUX sI€4-
HUKIB 200 MYJIbTUDOIIKYIAPHOI CTPYKTYPH
SIEYHUKIB, 0COOJIMBO HA eTall MJIaHyBAaHHSI
BariTHOCTI1, Ha HAABHICTH MOYKJINBOI HEKJIA-
cuuHOol PopMu BpOIKeHO0I qucdyHKITIT Kopu
HaJHUPKOBUX 3aJ103.

2. OcobnuBy yBary HeoOX1JHO IIPUIIJIATH SK1H-
KaM 3 KJIIHIYHHMHA IPOSBAMMN CIIOJIYYHO-
TKaHMHHOI AHCIIJIa3li, amske IIPHU II0€Hd-
HaHHI 3 BPOJ/KEHOK MUCPYHKI[IEH KOPHU
HAOHUPKOBUX 34JI03 ICHY€ BIPOTIIHICTH
BILJINBY TUIIOKOKOPTHUKOCTEPOI 1B HA CUHTE3
KOJIAreHy, IIOTIPIIeHH CTAHY eJIaCTUIHOCT1
TKAHWH.

3.emeTnuHe TecTyBaHHS HA BU3HAYEHHS
myramiin y reui CYP2IA2 e BaXIuUBHUM
1 HeOoOX1THUM 1HCTPYMEHTOM He TLJIBKH II1/-
TBEPIKEHHS J1arH03y HeKJIACUIHOI popmu
BPOISKEHOI0 MUCPYHKINI KOPH HATHUPKO-
BUX 3aJI03, ajie ¥ BU3HAYEHHS TAKTHUKU JIi-
KYBaHHSA ITAIli€HTa Ta BUSABJICHHS PU3UKIB
HOABU KJIACUYHOI (popMH y MaMOyTHLOTO
IIOTOMCTBA.

4. JliIkyBaHHS XIHOK 13 HEKJIACHYHOK BPO-
JIKeHO0 JUCPYHKITIEI KOPpU HAJHUPKOBUX
3aJ103, IK1 MAaIOTh O3HAKH IIIepaHIPOreH13-
My 1 He HJaHYITb BAriTHICTH, HOII0HE 10
JIKYyBAHHSA CHHIPOMY IIOJIKICTO3HHX se€d-
HUKIB, 1 BKJIIOYAE OpaAIbHI KOHTPAIIEIITUBHU
3/0e3 aHTHAHIPOTEeHHOI Tepalril.

JIITEPATYPA
(REFERENCES)

1. Jha S, Turcu AF. Endocrinol Metab Clin North Am 2021;
50(1): 151-165. http://doi.org/10.1016/j.ec1.2020.10.008

2. White PC, Grossberger D, Onufer BdJ, et al. Proc Natl
Acad Sci USA 1985;82(4): 1089-1093. http://doi.org/10.
1073/pnas.82.4.1089

3. Turcu AF, Auchus Rd. Endocrinol Metab Clin North Am
2015;44(2): 275-296. http://doi.org/10.1016/j.ecl.2015.
02.002

4. Claahsen-van der Grinten HL, Speiser PW, Ahmed SF,
et al. Endocr Rev 2022;43(1): 91-159. http://doi.org/10.
1210/endrev/bnab016

5. Arriba M, Ezquieta B. Front Endocrinol (Lausanne) 2022;
13: 834549. http://doi.org/10.3389/fendo.2022.834549

6. Rodrigues NR, Dunham I, Yu CY, et al. EMBO J 1987,
6(6): 1653-1661. http://doi.org/10.1002/].1460-2075.1987.
th02414.x

7. Pignatelli D, Carvalho BL, Palmeiro A, et al. Front
Endocrinol (Lausanne) 2019;10: 432. http://doi.org/10.
3389/fendo.2019.00432. Erratum in: Front Endocrinol
(Lausanne) 2020;11: 113. http://doi.org/10.3389/fendo.
2020.00113

8. Dupont B, Oberfield SE, Smithwick EM, et al. Lancet
1977;2(8052-8053): 1309-1312. http://doi.org/10.1016/
s0140-6736(77)90362-2

9. Quinkler M, Beuschlein F, Hahner S, et al. Dtsch Arztebl
Int 2013;110(51-52): 882-888. http://doi.org/10.3238/arz-
tebl.2013.0882

10. Krone N, Rose IT, Willis DS, et al. J Clin Endocrinol
Metab 2013;98(2): E346-E354. http://doi.org/10.1210/
jc.2012-3343

11. Bidet M, Bellanné-Chantelot C, Galand-Portier MB,
et al. J Clin Endocrinol Metab 2010;95(3): 1182-1190.
http://doi.org/10.1210/jc.2009-1383

IIpobremu endoxpurnoi namosoeii Ne2, 2026

81



Ipaxmurkyrouomy eHOOKPUHOTLO2Y

12.

13.

14.

15.

16.

17.

18.

19.

20.

21.

22.

Speiser PW, Arlt W, Auchus Rd, et al. J Clin Endocrinol
Metab 2018;103(11): 4043-4088. http://doi.org/10.1210/
j€.2018-01865

Adriaansen BPH, Schroder MAM, Span PN, et al. Front
Endocrinol (Lausanne) 2022;13: 1064024. http://doi.org/
10.3389/fendo.2022.1064024

Pignatelli D. Front Horm Res 2013;40: 158-170. http://
doi.org/10.1159/000342179

Carmina E, Dewailly D, Escobar-Morreale HF, et al.
Hum Reprod Update 2017;23(5): 580-599. http://doi.org/
10.1093/humupd/dmx014

Ben Simon A, Brener A, Segev-Becker A, et al. Front
Endocrinol (Lausanne) 2022;13: 1022752. http://doi.org/
10.3389/fendo.2022.1022752

Maffazioli GDN, Bachega TASS, Hayashida SAY, et al.
J Clin Endocrinol Metab 2020;105(8): €2895-e2902.
http://doi.org/10.1210/clinem/dgaa369

Cheng T, Liu J, Sun W, et al. BMC Endocr Disord 2022;
29(1): 57. http://doi.org/10.1186/s12902-022-00969-w

Cavazzana I, Semeraro P, Tomasi C, et al. Clin Exp
Med 2025;25(1): 100. http://doi.org/10.1007/s10238-025-
01614-1

Bender Atik R, Christiansen OB, Elson J, et al. Hum
Reprod Open 2023;2023(1): hoad002. http://doi.org/10.
1093/hropen/hoad002

Wan Z, Wang W, Zheng S, et al. JJ Steroid Biochem Mol
Biol 2023;225: 106192. http://doi.org/10.1016/j.jsbmb.
2022.106192

Coelho SG, Almeida AG. Rev Port Cardiol (Engl Ed)
2020;39(4): 215-226. http://doi.org/10.1016/j.repc.2019.
09.008

23.

24.

25.

26.

27.

28.

29.

30.

31.

32.

33.

Beighton P, De Paepe A, Steinmann B, et al. Am JJ Med
Genet 1998;77(1): 31-37. http://doi.org/10.1002/(sici)1096-
8628(19980428)77:1<31::aid-ajmg8>3.0.c0;2-0

Bascom R, Schubart JR, Mills S, et al. Am J Med
Genet A 2019;179(4): 552-560. http://doi.org/10.1002/
ajmg.a.61054

Lao Q, Mallappa A, Rueda Faucz F, et al. Mol Genet
Genomic Med 2021;9(2): e1556. http://doi.org/10.1002/
mgg3.1556

Chen W, Perritt AF, Morissette R, et al. Hum Mutat
2016;37(9): 893-897. http://doi.org/10.1002/humu.23028

Morissette R, Chen W, Perritt AF, et al. J Clin Endo-
crinol Metab 2015;100(8): E1143-E1152. http://doi.org/
10.1210/j¢.2015-2232

Martin KA, Anderson RR, Chang RJ, et al. J Clin
Endocrinol Metab 2018;103(4): 1233-1257. http://doi.
org/10.1210/5¢.2018-00241

Nacusi LP, Tindall DJ. Nat Rev Urol 2011;8(7): 378-384.
http://doi.org/10.1038/nrurol.2011.67

Corvol P, Michaud A, Menard J, et al. Endocrinology
1975;97(1): 52-58. http://doi.org/10.1210/endo-97-1-52

Frank-Raue K, Junga G, Raue F, et al. Klin Wochenschr
1990;68(12): 597-601. http://doi.org/10.1007/BF01660957

Spritzer P, Billaud L, Thalabard JC, et al. J Clin Endo-
crinol Metab 1990;70(3): 642-646. http://doi.org/10.1210/
jcem-70-3-642

Loli P, Menotti S, di Filippo L, Giustina A. Endocrine 2025;
90(1): 1-16. http://doi.org/10.1007/s12020-025-04341-5

82

IIpobremu endokpurnoi namosnoeii Ne2, 2026



Ipaxmurkyrouomy eHOOKPUHOTIO2Y

KNIHIYHWXA BUNAJQOK HEKITACUYHOT ®OPMMU
BPOOXXEHOT AUCOYHKLIT KOPU HAOHUPKOBUX 3AN03
3 AE®PILUNTOM ®EPMEHTY 21-INAPOKCUNAS3NA
Y CMONYYEHHI 3 CUHOAPOMOM CMNOJIYYHOTKAHUHHOT OUCMNASIT

Hopom O. I, JlesinTtanyc B. B.!, ®ecorosa A. 0.1, ®ecpkos 0. M. !,
®ecorora L. A, Konomaa JI. A. !, 'epacumenko JI. B.?

! I[lenmp penpodyruii nodunu «Kninika npogecopa @ecvrosa O. M.y,
m. Xapkis, Ykpaina,
2 1Y « Incmumym npobnem endokpunrnoi namosnoeii im. B. fA. Jlanunescokoeo HAMH Ykpainun,
m. Xapkis, Yipaina
dorosh84@ukr.net
[Moemmanusa HeracuuyuOl PopMHU BPOIKEHOT TUCPYHKINI KOPU HATHUPKOBUX 3aJ103 3 medirtutom dep-
MeHTY 21-TiApoKCcHIa3u Ta CHHIPOMOM CIOJYYHOTKAHUHHOI AUCIIIA3ll BBAKAETHCSI PLAKICHUM, Ta TOYHI
JIaHI 1040 HOro IO PEHOCTI IPakKTUYHO BigcyTHI. Ocob/IMBO BaKINBAM € 00CTEeKeHHS J1BUATOK-I1IJIITKIB,
SKIHOK PEIpPOJAyKTHUBHOTO BIKY, JK1HOK, SIK1 IJIAHYIOTH BATITHICTD TA SK1 MAOTh KJI1HIYHI IPOABH TlIIepaH po-
reHii Ha HASBHICTH MOKJINBOI BPOJKEHOI nucyHKIII] KOpU HAJHUPHUKIB, 0COOJUBO y CIIOJIYyYeHH] 13 CHUH-
JIPOMOM CIIOJIYyYHOTKAHUHHOL JUCIJIA311, 3 OIJIsIIy Ha IMOTIPIIEeHHS CTAHY CIIOJYYHOI TKAHWHY 1] BILTUBOM
rinepaugporesii. Taxosxk HeoOXIAHMM € 00CTEKEHHS KIHOK 13 CHHIPOMOM IIOJIKICTO3HHUX S€UHUKIB, alIiKe
HAasBHICTH OCTAHHBOIO MOJKE€ CBIIUMUTH PO MPUXOBAHI e(PEeKTH aHIPOTeHIB Yepe3 BPOIKEHY Tilepriiasiio
KOPY HATHUPHUKIB.
[IpencraBieno kIIHIYHUA BUOAOK HEKJIACHUYHOI GopMU BPOMKeHOI MUCHYHKIT KOpU HAJHUPKOBUX
3aJ103 3 medimurom pepMeHTy 21-riPOKCUIa3U ¥ CIOJIYYEeHH] 3 CHHAPOMOM CIIOJIyYHOTKAHUHHOL JTUCIIa3ii.
KnmouoBi cimoBa: HersacuuyHa dopmMa BPOIsKeHOI NTUCPYHKIN] KOPHU HAJHUPKOBUX 3aJI03, BPOIIKEHA
rimepruiasis KOpyu HaJHUPKOBUX 3aJ103, HeiiuT 21-riApoKcuiia3u, CHHIPOM CIIOJIy YHOTKAHUHHOI JUCIIIa3ii,
CHUHIPOM IIOJIIKICTO3HUX ACUHUKIB.

CASE REPORT OF A NON-CLASSICAL FORM
OF CONGENITAL DYSFUNCTION OF ADRENAL GLANDS CORTEX
WITH DEFICIENCY 21-HYDROXYLASE IN CONJUNCTION
WITH CONNECTIVE TISSUE DYSPLASIA SYNDROME

0. G. Dorosh ', V. V. Levintanus !, A. O. Feskova !, O. M. Feskov !,
I. A. Feskova !, L. A. Konoplia !, L.. V. Gerasymenko 2

! Center of Human Reproduction (Clinic of Professor Feskov O.M.), Sana-Med Ltd,
Kharkiv, Ukraine;
2 SI «V. Danilevsky Institute for Endocrine Pathology Problems of the NAMS of Ukrainen,
Kharkiv, Ukraine
dorosh84@ukr.net

The non-classical form of congenital dysfunction of adrenal glands cortex with 21-hydroxylase deficiency in
conjunction with connective tissue dysplasia syndrome is considered rare, and accurate data on its prevalence
are virtually nonexistent. It is particularly important to screen adolescent girls, women of reproductive age, and
women planning pregnancy who have clinical manifestations of hyperandrogenism for possible congenital ad-
renal hyperplasia, especially in conjunction with connective tissue dysplasia syndrome, given the deterioration
of connective tissue under the influence of hyperandrogenism. It is also necessary to examine women with poly-
cystic ovary syndrome, as the presence of the latter may indicate hidden effects of androgens due to congenital
adrenal hyperplasia.

A clinical case of a non-classical form of congenital adrenal dysfunction with 21-hydroxylase enzyme defi-
ciency in combination with connective tissue dysplasia syndrome is presented.

Keywords: non-classical form of congenital dysfunction of adrenal glands cortex, congenital adrenal hy-
perplasia, 21-hydroxylase deficiency, connective tissue dysplasia syndrome, polycystic ovary syndrome.
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