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Bpogena 2inepnnasia Kopu
HAQHUPHUKOBUX 3ano3 | fime

TepmiH «BpomKeHa rinepnnasis HAAHUPHUKOBUX 3ano3» (BFH3) — ue rpyna ayrocomHo-peLiecMBHUX
3aXBOPIOBAHD, L0 BKAtoude Aediunt pepmeHTiB, 9Ki 6epyTb yuacTb y CMHTE3i KOPTU3ONY, ANbAOCTEPOHY
yu 060X ropMoHiB. Y AesdKkux BUNagkax Li Nposeu Bigo6paKaloTbcsa Npu 36inbLeHHi nonepeaHuKiB
aApeHOKOPTUKANIbHUX FOPMOHIB. PeHOTUN 3aNeXXuUTb Bif cTyneHsa abo Tuny reHHoi geneuii um myTauii
Ta € pe3ynbrarom aediunty pepmeHnry, wo 6epe yuactb y crepoigorenesi (raén. 1) [3, 5].

Namozenes

J1711 BUHUKHEHHS 3aXBOPIOBAHHS HEOOXiIHi 2 KOITii aHO-
MaibHOro reHa. Ilormpu 11e He Bci MyTallil Ta YaCTKOBI aefie-
11i1 BUKJIMKAIOTh 3aXBOPIOBaHHS. TaK0X y CUHTE31 KOPTU30-
JIy Ta aJibiocTepoHy Oepe ydacts nurtoxpom P450 (CYP).
DeHoTHNT MOXe BapiloBaTHCS BiJ KIiHIYHO JJATEHTHOTO
3aXBOPIOBAHHSI JI0 JIETKOI ()OpMM 3aXBOPIOBAHHS, SIKE BU-
HUKAE B MiJJIITKOBOMY a00 3piJIOMY Billi (HEKJIaCMYHa Tinep-
IIJ1a3ist HATHNPHUKOBHX 3aJ103); IO BaXXKOTO 3aXBOPIOBAHHS,
SIKE TIPU3BOIUTD IO HEMOCTATHOCTI HATHUPHUKOBUX 327103

Tabnuusa 1. DepmeHTH Ta reHu, Wo 6epyTb yuacTb
Yy cTepoiporeHesi HAAHUPHUKOBUX 30103

DepmeHt TeH, wo kopye
SCC/20,22-gecmonasa StAR / 20,22-gecmonasa
17 o -rigpokeunasa/ 20,22-gecmonasa CYP17A
21-rippokeunasa CYP21A
11B-rigpokcunasa CYP11B1
QAnbROCTEPOH CMHTETA3A CYP11B2

(H3) y mutrHCTBI 3 Bipmtizali€eto abo 6e3 Hei Ta 3 CUIbyTpar-
Hoto (popmoto (krmacuyHa rirepriasist H3). dedimut 21-rin-
poKcWIa3u, 110 BUHMKAE BHACIAOK MyTalliii abo Aeenii
CYP21A, € naitmommpenimoio ¢popmoio BIH3, Ha gky
npunazgae nmoHan 90% sunankis [4]. diarno3 BCH3 3ane-
JKWTD BiJl KiJTbKOCTi HETOCTATHLOTO BUPOOJIEHHS KOPTHU30JTY
Ta/a00 aJbIOCTEPOHY, 32 HASBHOCTI HAKOITMICHHSI HaIJTHIII-
KOBUX KOHIIEHTpalliii TOpMOHiB-TIonepeaHuKiB [5]. s
PO3YMiHHSI i€1 TATOJIOTi1 BaXKJIMBO pO3i0OpaTUCS y CXEMI CTe-
poinorenesy (tabm. 2) [2].
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Koririuno denotun BI'H3 3amexuTh Big KiTbKoCTi dep-
MeHTHOI HemocTaTHOCTI. CTaTh HOBOHAPOIKEHOTO BaXKKO
NuGepeHIiloBaTH 3a BUISIIOM CTaTEBUX OPraHiB (HOMOKU
He Oye MiATBepIKEHO CTAaTh 3a JOIIOMOTOI0 BU3HAYCHHS
XpOMOCOM).

KAiHiuHi nposiBM y XiHOYOI cTaTi

XKinkn 3 Tsekkoro ¢popmoro BI'H3 yepes neditumr 21-Tin-
pokcunasu, 11B-rizpokcunasu abo 3B-rimpokcucTepoinone-
riIporeHasm MalroTh HEOAHO3HAUHI T'eHITaJIil Tpyu HApOIKEeH-

Tabnmus 2. Cxema cTepoigoreHesy B KOpi HOZHUPHMKIB

CuHTe3 MiHepanoKopTHKoiaie DepmeHT CuHTE3 rNIOKOKOPTUKOIRIB DepmeHT CuHTE3 CTaTEBUX FOPMOHIB
Xonecrepon
l 170-rigpokcunasa 17 o-rigpokennasa

MperHexonon - 17-rippokcunperteHonoH - [rEA

LA LA 20-rigpokcunasa LA
Mporecrepon ! 7-rinpz)]K;t1gle-lorrl)eCTep0H - AnppocteHepioH

B B l 17-rinpokeucrepoin

[TleokcukopTUKOCTEPOH 11-peokcukoptison TecroctepoH
lC lc | 50~ penykraza
Koptukocrepot Koptuzon DurigpotecroctepoH

11 8-rigpokeunasa
AnbaocrepoH

Mpumitka: A - 33-rigpokcuctepoigogeriaporeHasa;
B - 21-rigpokeunasa (21-OH);

C - 11-rigpokeunasa (115-OH);

[rEA - gerippoeniaHapoctepoH.

Tabnvug 3. AudepeHuiiHi BigmiHHOCTI fedekTis GpepmeHTiB y cxemi crepoigoreHesy [6]
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(ny6eprar) popmu;
3HQYHMIH AedeKT — CinbyTpaTHa
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patHa

NEJIATPIA
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Hi (kJ1acYHa Bipuitizytoua rinepruiasist H3); reHiTanbHi aHO-
MaJtii Bapitol0ThCs Bifl TOBHOTO 3pOIIEHHS T'YOHO-MOIIOHKO-
BUX CKJIQNIOK i (aysiyHOi ypeTpu A0 KJiTepoMerarii,
JaCTKOBOTO 3POIICHHS TYOHO-MOIIIOHKOBHUX CKJIamoK abo
000X. Y XiHOK i3 He3HaUHUM aedinToM 21-TigpoKcunasu
KITiHIYHI TIPOSIBY 3’ SIBJISIIOTHCS ITi3HIIIE B IUTUHCTBI Y BUTJIS-
JIi IIepeT9acHOro JIOOKOBOTO OBOJIOCIHHSI, KJTiTepoMerasii abo
TOTO ¥ IHIIIOTO, IO YaCTO CYITPOBOIKYETHCS TIPUCKOPEHIM
3pOCTOM Ta JI03piBaHHM CKeJsleTa (MpocTa Bipuilizytoua rinep-
mia3ig H3). Y xiHok 3 imme 61l He3HAYHUM AePillnTOM
aKTUBHOCTI 21-Tinpokcunasu abo 3B-rimpokcucTrepoinonerin-
poreHasu B IMiAJIITKOBOMY UM IOPOCJIOMY Billi MOXe CITOCTe-
piratucs omiroMeHopesl, TipCyTHu3M Ta/a00 Oe3IuTinms (HeKIa-
cuyHa rineprutasist H3). XKinku 3 gedinmrom 17-rinpokcnia-
31 (DeHOTUIIOBO ITPU HAPOKEHHI MAIOTh XapaKTepHi CTaTeBi
O3HaKM 3a XiHOYMM TUIIOM, aJieé B MiUTITKOBOMY Billi Y HUX
HeMae 30UTbLIEHHST MOJIOYHMX 3aJ103 UM XapaKTepHa BilCyT-
HiCTb MEHCTpYALIii.

KaiHiuHi nposiBu y YoAoBiYOi cTaTi

Yonosiku 3 aedinmTom 21-rigpoKcuiasyu MaroTh HOP-
MaJIbHi CTaTeBi OPTaHM 3a YOJIOBIUMM THUIIOM IIPU HAPOI-
KeHHi. Axio aedekT pepMeHTy Oyae 3HAUHUM 3 O3HAKaMU
CiIbyTpaTHO1 (POPMU, Y TAKMX HOBOHAPOJXKEHUX Y Billi
1-4 TXHIB OyIyTh MPOSIBY Y BUTJISIAII 3aTPUMKU PO3BUTKY,
yacTUX OJII0BaHb, 3HEBOAHEHHSI, TIIIOTEH3Ii, FiOHaTpieMii,
rimepKaieMii Ta oKy (KiacuuHa rirmeprriasis H3, o su-
KJIMKA€E BTPATy COJIi). Y YOJIOBIKiB i3 HE3HAUHUM JAeDilIUTOM
21-rigpokcuia3n KIiHiYHI IPOSIBU OYAYTH Ii3HIIIE, B IH-
TUHCTBI, Y BUTJISI/II PAHHBOI TIOSIBU BOJIOCCS Ha JIOOKY, 301/1b-
eHHs (aliyHOI TKAaHWHM a0o Te 1 iHIlle, MapajeJbHO 3 Jii-
HiHIM TIPICKOPEHHSIM 3POCTY i ITOCTYITOBUM JT03PiBaHHIM
ckerneTa (IpocTa Bipuiisytoda rinepruiazis H3). Yomosiku
3i 3HAUHUM Je(dillUTOM CTEPOINOTE€HHOTO peryasiTopa
(StAR), kmacuunuM nedinmToMm 3B-Tigpokcucrepoinomie-
rigporeHasu abo gedimurom 17-rizpokcunasu 3a3Buyai
MalOTh HEOQHO3HAYHIi cTaTeBi opraHu abo KiHOYi cTaTeBi
OpraH’; BOHM MOXYTh BUXOBYBAaTHUCS SIK [iBUYaTa i 3BepTa-
TUCS TT0 MEAUYHY JOMOMOTY Ti3Hillle B XXUTTi Yepe3 Tirnep-
TOHi10 a00 HEMOCTaTHil i PO3BUTOK TPYIEd.

IHwWi nposiBu

[MauieHTu 3 eiMTOM ANBAOCTEPOHY OYAb-SKOI €TION0-
rii MOXYTb MaTHU J€TiipaTallilo, TiMoHaTPiEMiIO Ta rirepKa-
JIiEMil0, 0COOIMBO NIPU CTpecax, Pi3HUX 3aXBOPIOBAHHSIX.
Y 40710BiKiB i XiHOK i3 nediuTom 11-Tinpokcunasu Ha Apy-
ToMy a00 TPEeTbOMY THKHi KUTTS MOXKE CITOCTEPiraTucs
KpU3 BTPATU COJIi; Mi3Hillle y [I1MX MalliEHTIB PO3BUBAETHCS
rinepTeHsis, TinoKaJlieMiuHUI ankano3 abo i Te, i iHIIe.
Hewmosnsita 3 nedinmrom StAR (rimoinHa rimeprriasis H3)
3a3BMUAll MalOTh O3HAKU HemocTaTHocTi H3 (Hampukian,
TIOTaHW alleTUT, OJIFOBAaHHS, 3HEBOIHEHHSI, TIlTOTCH3IIO,
rinoHatpieMmito, rinepkaniemito). I'inepnirMeHTalliss BAHU-
Ka€ y Mali€eHTiB i3 AedillMTOM aKTUBHOCTI (PEPMEHTIB, $SIKi
OepyTh yUacTh y CHHTE31 KOPTHU30.Iy, MOXe OYyTH HE3HATHOIO
1 HaliKpallle CIocTepiraTucsl Ha reHiTallisx Ta apeoJjax [7].

BpaxoBytoun, 3HaYHUIi UK HE ayKe AedeKT neBHoro dep-
MEHTY, MW MOXEMO MMPOAHATI3yBaTU KIIiHiKO-Tab0paTOpHY
KapTUHY 3axBopioBaHH: [1]. Bijbln HA0UHO 1€ BimoOpake-
HO Yy TabnmiIi 3.

BigmosigHo, 3aj1e3KHO Bil TOro, SKUil Ae(ilUT IIEBHOTO
(bepmenTy, 1o 6epe yJIacTh y CMHTE3i TOpMOHIB Kopn H3
(a came — y cxeMi cTepoinoreHesy), Taka oyae oopma BITH3
3 ii KJIIHIYHUMM O3HAKaAMU.

MpopoBxXeHHs y HACTynHOMy HOMepi.

Cnvcok niTepatypy 3HOXOAMTLCS B peaKLii.
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