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Pe3tome. Ha gosromy, 6aratocTyniH4acToMy LLSIXY GIOCUHTE3Y CTEPOIAHMX FOPMOHIB Bif X0necTeposy [0 Kop-
TU30J1y, TECTOCTEPOHY ¥ ecTpagiosnly BHAC/igOK MyTaLivi reHiB BUHVKaE HeQOCTaTHICTb (hepMeHTIB cTepoifgore-
He3y B HaHUPKOBUX 3asio3ax: XonecTeposi-gecmonasu, 35-rigpokecnctepoigaerigporeHasv, 17a-rigpokeunasu,
21-rigpokcunasu, a Takox chepMeHTIB cTepoigoreHesy B ciM ssHukax: 17,20-gecMmonasn, 17-rigpokeuncreporge-
rigpopenyKkTasu ToLLo, (hOPMYETLCS KOMIIIEKC MOLLUMPEHNX YPOLKEHNX 3aXBOPIOBaHb reTeporeHHoi rpynuv 3 aB-
TOCOMHO-PELECUBHUM yCriafKyBaHHIM — afpeHoreHitansHuii cuHgpom (ArC). Jegpiyunt 6yab-sKoro i3 3a3Haqe-
HUX QbEPMEHTIB YM TPaHCIOPTHUX BISIKIB MPU3BOANTL [0 YaCTKOBOI abo MOBHOI BTpAaTH iX aKTMBHOCTI. PeHOTUNoBI
nposian AI'C gocuTb nosiMopgbHi: ABULLA FiIMOKOPTULM3MY; MOPYLLUEHHS XapakTepy Ta TeMriB CTaTeBoro po3BUTKY;
[BO6IYHE 306i/1bLLUEHHS] HAHUPKOBUX 3a/103; riNepKOPTUKOTPOMNIHEMIS, Yy TAnBa 4O AEKCAMETa30HyY; OMliro- 41 ame-
Hopesi; aHOBYIATOPHa 6e3Ni[HICTb, HEBUHOLLYBAHHS B PaHHIX TePpMIHax BariTHOCTI. [laToreHeTu4Ho CKIazo-
BOIO 3a3Ha4YeHnX O3HaK € BPOMAXKEeHe [OpYLLUEeHHS CTepoigoreHesy, BuKmkaHe gegiyntom 11p-rigpokeunasn
Ta ABvLLaMn HagnvLLKy aHgaporeHis. MNpu AIC po3pi3HsoTe heHOTUN Ta HEKITacuyHi hopMu HecTaqi (hepMeHTIB
cTepoigoreHe3y. 3ne6inbLUoro obuaBa BapiaHT 3aXBOPIOBaHHS TPAM/IATLCS B OCI6 060X cTaTevi | MaroTb pi3HUi
repebir — Bif 51erkoi 4o TAXXKOi ¢hopMum 3axBOPIOBaHHS.

Kno4oBi cnoBa: agpeHoreHitanbsHui CUHAPOM, [iarHOCTUKA; Kopa HagHUPKOBUX 3a/103; BipuizaLlis

OcTaHHIM 9acOM iHTEHCUBHO PO3BUBAETHCS METO-
JIOJIOTiSI MOCIIAXKEHb Yy Tally3i TEHOMIKM Ta TPOTEOMiKHU
SIK 1HCTPYMEHT KepyBaHHS €MOpiOHaJIbHUM pPO3BU-
TKOM. [Iporpama emOpioreHesy nepeadavae crieudiv-
Hi B3ipui ekcrpecii miRNA m1st KOHTPOITIO i peTysiii
CTaHOBJICHHS Pi3HUX TKAHWH i OpraHiB, 30KpeMa eTariB
OHTOT€HEe3y €HIOKPUHHOI CUCTEMU.

Binkputts miRNA — 0CHOBHUX peryisiTopiB TaKux
MPOLIECiB, K PO3BUTOK, arONTO3, CAMOBIIHOBIEHHS
CTOBOYPOBMX KIITUH, AU(EepeHIliloBaHH W MiaTpu-
MaHH$ LJTICHOCTI KJIITUH, MepeOdyBa€ B OAHOMY pyCIi
3 BiIKpUTTSIM fIMaHaki, HOOEiBChKOIO JlaypeaTa, CTO-
COBHO TOTO, 110 3piji TudepeHIiioBaHi KIIITUHU MOX-
Ha TIOBEPHYTU B TUIIOPUIIOTEHTHUII CTaH abO HaBiTh
MepeTBOPUTH OJUH TUII KJIITUH B iHIIMi. Lle cTano pe-
BOJTIOL[ITHUM KPOKOM B €MOPioJIorii, 0i0J10Tii PO3BUTKY
¥ MOJIEKYJISIpHIN €HIOKPUHOJIOTII.

Ha nosromy, 6araroctyniH4yactoMy Huisixy 6iOCUH-
Te3y CTePOIJHUX TOPMOHIB Bill XOJECTEPOILY OO KOPTU-

301y, TECTOCTEPOHY M ecTpaaiosly BHACTIAOK MyTalliii
y reHax BUHUKA€ HeJOCTaTHICTh (DepMEHTIB cTepoinore-
He3y B HATHUPKOBUX 3aJ7103aX: XOJIECTEPOJI-IeCMOJIa3u,
3B-rimpoxcucrepoinaeriaporenasu, 17o-rigpokcunasu,
21-rinpokcunasu, a Takoxk (PEPMEHTIB CTEpOigoreHe3y
B ciM’ssHukax: 17,20-gecmonasu, 17B-rigpoKcucTepo-
JIeTiApopeayKTa3u TOII0, (POPMYETLCS KOMILIEKC I10-
IIUPEHUX YPOIKEHUX 3aXBOPIOBaHb TI€TEPOreHHOI
IPYNU 3 aBTOCOMHO-PELICCUBHUM YCIaAKyBaHHSIM —
agpeHoreHitTanbHUil cuHaApoM (AI'C) (cuHOHiIMU: HaA-
HUPKOBO-TEHITAJIbHUI CUHAPOM; CUHApPOM Arepa —
lanne; aapeHoKopTUKaNbHUIT cuHApoM). Jlediuut
OyIb-SKOro i3 3a3HaYeHUX (PEPMEHTIB YU TPAHCIOPT-
HUX OiIKiB YHAC/TIOK MyTallili MPU3BOAUTH JO YaCTKO-
BO1 200 MMOBHOI BTPAaTH 1X aKTUBHOCTI.

®enorunosi mposiu AI'C gocuts roiMopdHi: SIBU-
A TiIMOKOPTUIIM3MY; TIOPYIIIEHHST XapakTepy Ta TeM-
MiB CTaTEBOr0 PO3BUTKY; NBOOIUHE 30iAbILIEHHS Hamd-
HUPKOBUX 3aJ103; TiMEPKOPTUKOTPOITIHEMISI, YYTIMBA
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JI0 IEKCaMeTa30HY; OJIir0- Y1 aMeHOopesl; aHOBYJISITOP-
Ha Oe3IUTiIHICTh, HEBUHOLIYBAHHSI B PaHHIX TepMiHaX
BariTHOCTi. [TaTOreHeTUYHOIO0 CKIJIAIOBOIO 3a3HAYEHUX
03HaK € BPO/KEHE TTOPYIIEHHSI CTePOIIOreHe3y, CIIpH-
yrHeHe nedinurom 11B-rimpokcwiazn Ta SBUIAMUA
MPOAYKIII HAIIUIIKY KOPTUKOCTEPOIAHUX aAHIPOre-
HiB BHYTPILLIHBOYTPOOHO, B MyOepTaTHOMY Iepioai abo
B MEpPioa 3pijaoro BiKy.

ITpu AT'C po3pi3HSIOTh KJTACUYHUI (PeHOTHUTIT Ta HE-
KJlacu4Hi (popMu HecTadi (hepMEHTIB CTEpOigoreHesy.
31e0iablIoro obuaBa BapiaHTU TPaArUISIIOThCSI B OCi0
000X craTeil i MalOTh pi3HUI Tepedir — Big Jerkoi
JIO TSIKKO1 (pOpMU 3aXBOPIOBAHHSI.

3a peekTaMu OCHOBHUX (DEPMEHTIB CUHTE3y CTe-
pOiliB y cydacHiii eHIOKPUHOJIOTII pO3Pi3HSIOTh KiJibKa
TUITIB BPOIXKEHOI IUCGYHKIIT KOpY HATHUPKOBUX 3a-
JIO3, 1110 BIUIMBAIOTh HA CTaTeBUIA PO3BUTOK i (pepTUIIb-
HicTb 000X cTareii [3, 4]:

— AT'CItuny — nedinut pepmenty P450c21 (21-rin-
pokcwiiasa); mytaitii reHa CYP21A2.

—AI'C Il tuny — pediuntr depmenty P450cll
(11B-rimpokcunaza); mytaii rena CYPIIBI.

—AI'C I tuny — nediuut depmenty P450cl7
(17a-rimpoxkcunaza/17,20-niaza); mytaitii rena CYPI7.

— AI'C IV tuny — pediuutr depmenty P450scc
(P450scc Bimmerutroe 6iyHmit naHior; 20,22-necmona-
3a); myTaiiii reHa CYPIIAL

—AI'C V tuny — nediuutr depmenty 3p-HSD
(3B-rimpoxcuctepoinaerigporeHaza/5—4 i3oMmepasa);
myTalii reHa HSD3B2.

— AI'C VI tuny — pediuut pepMeHTY LIUTOXPOM-
P450-okucnopenykrasu; mytauii reHa POR.

— AI'C VII tuny — npediuut 6inka STAR; myTauii
reHa STAR.

ATC | Tuny (HecnpaAeXHiun XXiHOYMU
repmadppoamntnam) (OMIM 201910)

OnvH 3 HaWOLIBII MOIIMPEHUX i YacTUX THUIIIB
(61m3bK0 90 %) ypomkeHOi TUCOYHKIIT HaTHUPKOBUX
3aJ103.

st bopma AI'C BuHMKA€E BHACTIOK TOMO3UTOTHOI 200
reTepo3urotTHoi mytatlii B reni CYP2142 (MIM 613815),
mo koxaye crepoin 21-rimpokcunasy. I'en CYP21A2 no-
KanizoBanuii y perioni HLA ximacy III Ta xaproBanmit
Ha KOPOTKOMY ILIedi xpomocomu 6 (6p21.33) [37].
YV uboMy JIOKyCi ifeHTHU(iKOBaHi ABa TaHAEMHO pPO3-
TallOBaHUX TeHU — (PYHKIIOHAJBHO aKTUBHUI TeH
CYP2IA2 i nceBmoreH CYP2IAIP [19]. HasaBHicTb
nopy4y i3 KomoBaHMM TeHOM romoJoriyHoi JIHK-
MOCJIiIOBHOCTI IICEBIOT€HA MMOPYIIYE 3ITUTTSI XPOMOCOM
y Meiio3i, i, IK HacJliIoK, BUHMKAE KOHBepCis (mepe-
MillleHHsI (pparMeHTa aKTMBHOIO T€Ha Ha IICEBIOTEH)
YU JIeellisi YaCTUHU CMUCJIOBOTO TeHa i YTBOPIOETHCS
XUMEpHA KOHCTPYKILisl TeH — TceBaoreH [29].

Ciig 3a3Ha4uTH, 1110 ncesaoreH CYP2IAIP va 98 %
TOMOJIOTIYHMIA 10 KOAyBaJbHOI MOC/IiIOBHOCTI reHa
CYP2IA2 i ua 96 % — mo HekomyBaibHOI [6]. B 060x
BUIaAKax (YHKIIS aKTMBHOIO TI€HAa IOPYILIYETHCS.
Ha vactky Benukux genewiil npunazgae 6;1u3bko 20 %
MyTallili, Ha YaCTKy TOYKOBMX MYTallili, 1110 HailyacTile
€ pe3yJIbTaTOM F'eHHUX KOHBepciit, — 75 % [1, 24, 33].

3a3HayeHuil reH 3abe3neuye 21-TiIpoKCUIIOBaHHS
MPOTeCTePOHY i1 17-TiAPOKCUIIPOTECTEPOHY B A€30KCU-
KOPTUKOCTEPOH i 11-1€30KCUKOPTU30JI BiAMIOBITHO.

[MpubauzHo B 95 % Bunankis 21-riapoKCUIIOBaHHS
MOPYIIYETbCS B IMYyYKOBIll YaCTUHi KOpM HaTHUPKO-
BUX 3aJ103, YHACHiIOK 4oro 17-rigpokcumnporecTepoH
(17-OHP) He nepetrBoproeThes B 11-1€30KCUKOPTU3OIL.
30iMbIIYEThCS PiBEHb AAPEHOKOPTUKOTPOITHOIO TOp-
MoHa (AKTT), mio npu3BoauTh 10 HAKOMWYEHHS I10-
MepeaHnKiIB KopTru3oiry, 3okpema 17-OHP. Lle, y cBoto
4yepry, BUKJIMKAE HAAMIpHUI CUHTE3 aHIPOTEHIB,
1110 CITIPUYMHSE BipUJTi3allito.

[Monynsauitina yacrora AI'C 1 tuny nedinuty
P450c21 cranoButs 1 : 8000 [3]. ¥V Lopixy (IlBeiima-
pis) YacToTa aapeHOTeHITaTbHOTO CHUHAPOMY Cepel
JKMBOHAPOIKEHNX cTaHOBUTH 1 Ha 5041, a yacToTa HO-
ciiB — 1 na 35 [10, 14]. ¥ TopoHTo yacrora AediluTy
21-rinpoxcunasu (cinbyTpaTtHa (popMa) CTaHOBUTH 1 Ha
26292 [18].

Cepen ¢depMeHTIB, NMPUYETHUX OO CTepoigore-
He3y, IO MOXYTb 3a3HaTu HedeKTy, MepeBaxae
21-rigpokcuiaza, ii HecTaya Ma€ Miclie MPUOIU3HO
B 1 i3 12 500 HoBoHapoaxeHux [2]. I1pu ubomy 3a-
3HA€ OJIOKYBaHHSI HOPMaJIbHUI ILISIX CUHTE3Y TJIIO-
KO- i MiHEpaJIOKOPTUKOIAIB. I3 MpOMixXHUX MPOAYK-
TiB 3AiMCHIOETHCS HAAMIpHUIT OIOCMHTE3 aHAPOTEeHIB
y moaiB gk nmpu XX, tak i XY XpOMOCOMHIl KOH-
CTUTYLil. ¥ paHHbOMY AUTUHCTBI XJIOMYUKIB Bi3HA-
YaeTbCsl MakporeHitocomisi. HatomicTh y miBuaToK
Hecraua 21-rigpokcuiasu npu3Boauth y 25 % Bu-
MaaKiB O MPOCTOI BipuJIbHOI (POPMU 3aXBOPIOBAHHS,
a B 75 % nalieHTOK BUHMKAE Ae(IillUT MiHEPaTOKOP-
TUKOIIIB i 3aXBOPIOBAHHSI CYNTPOBOIXKYETHCS BTPATOIO
COJIi, 1110 MOX€ MPU3BECTU IO CMEPTIi 3a BiICYTHOCTI
JIiIKyBaHHS.

P.W. Speiser i iH. [36] miiinuim BUCHOBKY, IO He-
KJacuyHuit  gedinur 21-rigpokcuiasu, HMOBIpHO,
€ HalOiIbIIl YaCTUM aBTOCOMHO-PELIECUBHUM IF€HETUY -
HUM 3axBoploBaHHSM. BiH HaliuacTile TparuisiETbes
B amkeHasi (3,7 %), Buxiguis i3 JIaTMHCbKOI AMEPUKHU
(1,9 %), 1orocnasis (1,6 %) Ta itamiimis (0,3 %).

Hedinut 21-rizpokcmiasu — mepeaymMoBa PO3BU-
TKY aIpeHOKOPTUKAIbHUX MyXJIMH: aJIbJI0CTEPOH-TIPO-
IYKYIOUMX aIeHOM, KOPTU3OJIIPOAYKYIOUMX aaeHOM,
He(YHKIIIOHAIBHUX aIeHOM i HAaTHUPKOBUX KapIlu-
HoM. Excripecist rena P450c21 xopelo€e 3 KIiHIYHUM
(eHOTUTIOM MYXJIMHU, HMU3BKUM pIiBHEM €KCIIpe-
cii MPHK P450c21 y HedyHKIiOHATbHUX aJeHOMAax
(18,8 i 1,5 %) nopiBHSHO 3 BUCOKHM PiBHEM €KCIIpeCii
B P450c21 anbaocTepoH- i KOPTU3OJIMPOIYKYIOUUX ajIe-
Homax (84 = 8 % i 101 £ 4 % BiaNOBIAHO IIPOTU HOP-
MaJTbHUX HagHUPKOBUX 3a7103 — 100 £ 10 %). [1pumyc-
KawThb, 10 AediuuT 21-rigpokcuna3m He € OCHOBHUM
YUHHUKOM (POPMYBaHHS ITyXJIMH KOPU HAIHUPKOBHX
3as03 [35, 39].

YV XBopuX i3 HeAOCTATHICTIO 21-TimpOoKCUIa3n iCHYE
pizHoMaHiTTs HLA, 1110 3a/1€XXKUTh BiJ (hOpMU 3aXBOPIO-
BaHHs. Pi3Hi ¢hopmu HemocTatHOCTI 21-Tigpokcuiazn
ToB’s13aHi 3 meBHUMU HLA-Tamorunamm.

CinpyrpaTHa (opMa TiCHO TIO3UTUBHO KOPEIIOE
3 HLA Bw47 i HeratuBHO — 3 B8, Tomi sIK Bipuiizyroua
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¢dopma no’s13aHa 3 B5S (W51). ITigTBepakeHo 3B’S130K
HLA B14 i3 HeknacuuHo opmoro [29].

Kiiniuna cumnmomamuxa. BigoMi 4oTUpU KITiHiY-
Hi (opMuU BpOIXKEHOI rinepruiazii Kopu HATHUPKOBUX
3aJ103, Y OULTBIIOCTI BUITAAKIB 3yMOBJIEHI AehilluTOM
21-rimpoxcuiia3u: CiabyTpaTHa, TPOCTA BipwibHA, HE-
KJIAaCUYHA 3 TTi3HIM MTOYaTKOM i MPUXOBaHA. YCi YOTUPU
¢dopmu TicHO TT0B’s13aHi 3 HLA i SIB/ISITOTE 00010 ehek-
TH Pi3HUX aJIeJIbHUX KOMOIHaIIili.

Y HOBOHAPOIKEHUX MiBYATOK IIPU HPOCMill Gipunb-
Hill ¢opmi BUHUKAIOTh DPi3HOIO MipolO SIBUIIA Bipu-
Jli3alii 30BHIIIHIX CTAT€BUX OpraHiB — BiA MOMipHOI
rinepTpodii KJIiTopa 10 HECHPaBXHBOTO XKiHOYOTO rep-
MadppoauTU3MY: (POpMyBaHHS MEHICOMOAIOHOIO KJIiTO-
pa Ta MOBHE 3POIIEHHS BEJIUKUX COPOMITHUX I'y0 (cTa-
nisg -V 3a I1pagepom). Hepinko ypeTpa BinkKpuBa€TbCs
0iJIsT OCHOBM KJIiTOpa, TOMY ITOMMJIKOBO TiaTHOCTYIOTh
rimocnaniro W KpuUOTOpXi3M. 3 BIKOM Yy AiBYaTOK BHU-
HUKAIOTh epeKilil KJIiTopa, MOJOYHI 3aJI03U HE PO3BU-
BalOThCS, BiAICYTHi MeHcTpyauii. B ocid o6ox crarei,
TepII 3a BCe B MiBYATOK, MepemdacHo (3 2—3-pigHoro
BiKy) BUHMKA€E CTaTeBE OBOJIOCIHHSI, dacne vulgaris, Ti-
nepTpodis M’sI13iB, BimOyBaeThCsI 3MiHA TOJIOCY.

VY xj0muuKiB nepeayacHe crateBe OO3piBaHHS Iie-
pebirae 3a i30CceKCyaJlbHUM THUIIOM: MaKpOTEHITOCO-
Misl, TTirMeHTalisl 30BHIllIHIX CTaTeBUX OPTaHiB, COCKIB,
arpecuBHICTb, CTaTEBE PO3raJiIbMyBaHHSI; 3 2—3 POKiB —
MPUCKOPEHHS TEMIIiB (Pi3UUHOI0 PO3BUTKY (30i/IbIIEH-
HsI pOCTy Oinble HiXK Ha 7 ¢M 3a piK) i 0ioJOriyHOro
BiKY (30HM pOCTY 3aKpuBatoThcs 10 9—10 pokiB). XBopi
MaloTb HU3bKUI KiHLEeBUI 3picT. BUHMKAOTh po3iaau
PEeNpPOAYKTUBHOI CUCTEMM Y BUIJISII TiMOIIA3il SI€Y0K
Ta a3ocnepMii.

IMpu cinbympammniti gopmi 3aXBOPIOBAHHS TIPOSIB-
JIIETbCS 3 MEPLIMX TOAWMH 1 JHIB MiCJas HapOMIXKEHHS
BUPAKEHUM CHUHIPOMOM BTPATHU COJIi: CITOYATKY BiM-
MiJaloThCsl ¥ TIPOTPECYIOTh O3HAKM TimepKasieMii (Ta-
Xikapais, iHoAi OpamuMkapisi, MOPYLIEHHS CEepLIEBOTO
pUTMY), a uepe3 AeKiJibka HIB PO3BUBAIOTHCS O3HAKU
rirmoHaTpieMii ¥ rirepHaTpiypii BHaACHigoK AedilluTy
aJIbIOCTEPOHY: 3pUTYBAaHHS, OJIIOBaHHS, Aiapesl, CUIb-
Huit 0111k y )kuBoTi. Hagasi po3BUBa€eThCst 3HEBOAHEHHS
JI0 TOSIBU O3HAK TSKKOTO €KCHMKO3Y il 3HaUHOI BTpa-
TU MacH TiJla Ta HapOCTalOTh CUMITOMHU TOCTPOi He-
JOCTATHOCTI KOPYM HAZHMPKOBUX 3aj103: 3HUXKYETHCS
apTepiaibHUI TUCK, MOPYIIYETHCS MiKPOLMPKYJISIIist
(MapMypoOBICTb i LIiaHO3 LIKipM), BUpaKeHa aguHamis,
CepLeBO-CYAMHHUI KoJiarc, KapJAioreHHU 1IOK.

ITpu ornsiai 3BepTae Ha cede yBary HermpaBuJjibHa Oy-
JIOBA 30BHIIIIHIX CTaTeBUX OPraHiB y IiBYaTOK — O3HAKU
Bipuiizaitii (3a [1pagepom 1—5-ro cTymeHs), a B XJ10T-
YUKIiB — MaKpOTEHITOCOMisl, MIrMEHTAllisl 30BHIIIHIX
cTaTreBuX opraHiB. YacTo y TaKMX XBOPUX TPATUISIETHCS
rineprnirMeHTaLis WKipu.

Ilizns (nybepmamna, mexaacuuna) gopma XapakTe-
PU3YETHCS MOSBOIO KIIIHIYHOI CUMIITOMATUKU B ITyOep-
TaTHOMY TIepiOIi.

VY niByaTOK BUHMKAIOTh O3HAKU TillepaHIpOoreHii (Tip-
CYTU3M, aJlonellisl, acne vulgaris, MinBUILIEHA CaJbHICTh
LIKipK ), BTOPUHHUI CKJIEPOITOJIiKiCTO3 IEYHUKIB, TTOPY-
IIEHHST OBapiaJIbHO-MEHCTPYaJIbHOTO LIUKITY, XPOHIUHE

HEBUHOIIYBAHHSI BariTHOCTi, OE3IIiAHICTh (pernpo-
JIYKTUBHA (DYHKIisI MOXe He mopyinyBaTtucs) [5, 38].

V XJ10m4uKiB — MHOXXWHHI aKHe, ajionelis (ado picT
BOJIOCCS Ha roJioBi 3a M-TUMNOM), 3HUXKEHHS (hepTUIb-
HOCTI (ax 10 O€3ITiIHOCTI).

OcTaToyHMit 3picT UMX MiTei BiIMOBigae TEHETUIHO
OYiKyBaHOMY.

Y nonybepraTHOMY TEpioni XBOPi PO3BUBAIOTHCS
HOpPMAaJIbHO, 30BHIlITHI cTaTeBi opraHu cchopMOBaHi BifI-
MOBIITHO JI0 CTaTi Ta BiKY.

S.L. Tsai et al. [33] BuUB4ayiM B CUpOBATILIi KPOBi pi-
BEHb aHAPOTEHIB i 17-TiIpOKCUIIPOTECTEPOHY, a TAKOX
HLA-renotun y 124 cimeii maui€HTIB i3 KIIaCUUHUM JIe-
¢imutom 21-rigpokcunasu. Y 8 pomoBoaax Oyau 3Haii-
IeHi 16 ocobuH nmybGepTaTHOTO ab0 MOCTIYOepPTATHOTO
BiKY pi3HUX CTaTel, sIKi Maju 0i0XiMiuHi 10Ka3u HeAO0-
cTaTHOCTI 21-rigpoKcuiazu 0e3 KIIiHIYHUX CUMIITOMIB
HaUIMLIKY aHAPOTeHiB, TOOTO OYJM BiICYTHI Bipui3m,
aMmeHopest abo Oe3riaHicTh. Lleit po3nan Mmo3HaYWIU
SIK npuxoseanuti degiyum 21-rimpokcrminasn. Y KOXKHO-
My TIOKOJiHHI 4JieHW CiM’i 3 TIPpUXOBAaHUM PO3JIAJIOM
Oynu imeHtuyHumu 3a HLA-cuctemoro. Ilpunycka-
I0Th, 1O 1Ii 0COOU Oyiv CKJIAIHWMU TE€TEPO3UTOTAMU
3a kiacuyHuM reHoM (2/-OHCAH) i KxpuntoreHHUM
reHoM (21-OHCRYPTIC). Otxe, TeHOTHII y YJICHIB
ciM’i 3 mpuxoBaHuUM aedinuToM 21-TigpoKcuiasm —
21-OHCAH/21-OHCRYPTIC.

Miaenocmuka. CinbyTpaTHa opmMa: TinepKalieMis,
TimoHaTpieMisl, TiMOMIiKeMisl, KOHLEHTpallisl B KpOBi
AKTT, perigpoemniaHaApOCTepOHY, TECTOCTEPOHY ITilI-
BuilieHa, 17a-OH-nporectepoH Ta aKTUBHICTb PEHiHY
1ia3MHu migBMIeHi Oinbiie Hix y 10 pasiB; 1000Ba ekc-
Kpelisg 17-KeTocTepoiAiB 3HAYHO MiABUILEHa, 10O0OBa
eKckpelist 17-0OKCUKOPTUKOCTEPOiliB 3HUXKEHA, IeK-
CaMeTa30HOBUI TECT He MpOBOAUTHCA. Big3HavyaeTbes
JBOOIYHA Tilepruia3igs HAAHUPKOBUX 3aJI03 32 JaHU-
mu Y3/1.

BipunbHa dhopma nepebdirae 3 HOpMaabHOIO KOHIIEH-
TPALIi€IO eJIEKTPOJIITIB i TJIIOKO3U B KPOBi; KOHIIEHTpa-
1IisT KOPTU30JIy 3HAYHO 3HMKeHa; KoHueHTpauii AKTT,
JIeTiAPOEIiaHAPOCTEPOHY, TECTOCTEPOHY, AKTUBHICTb
PeHiHY I1a3Mu nigsuieHi, 17a-OH-1iporecTepoH mia-
BUIIEHUI Oinbie HixX y 10 pasiB; moboBa eKcKpellis
17-keTocTepoiiB icTOTHO MigBUILIeHAa, 1000Ba eKCKpe-
11is1 17-0KCMKOPTUKOCTEPOINiB 3HUXKEHA, IeKCaMeTa30-
HOBMI TECT NMO3UTUBHUM.

VabrpasBykose gociimkeHHs (Y3/1) (ado koM’ 1o-
TepHa ToMorpadgisi) HaAHUPKOBUX 3aJ103 BUSIBJISIE TBO-
OiuHy rimepruiaszito, a BHYTPIilllHi TeHiTajii PO3BUHYTI
BiIMOBiIHO 1O TEHOTHUITY.

ITpu mi3Hiil (HeknacuyHii) dopmi Mmaiixe Bci Jaa-
OopaTOpHi MOKAa3HUKU B HOPMi, JIMIIE TOMIpHO ITii-
BUIEHI 00 3HAXOMATHCS HA BEPXHili MeXi HOPMU PiB-
Hi 170-OH-mporectepoHy, IerigpoemiaHIpOCTepOHY
I TECTOCTEpOHY, MiABUIIEHA 1000Ba eKCKpelis 17-ke-
TocTepoiniB. [Ipu momaTKoBOMY TOPMOHAJIBHOMY 00-
CTE€XEHHI BUSIBJISIETbCS: 3HUXXEHHS KOHLIEHTpaLlii JI1o-
teiHoBoro ropmoHa (JIT') i ¢osiKyI0CTUMYII0I0UOTO
ropmoHa (PCT) y kposi (mpy HOpMaJIbLHOMY iX CIIiB-
BiTHOIIIEHH1), MiABUILEHHS PiBHS MIPOTeCTEPOHY B KPO-
Bi, IeKCaMEeTa30HOBM TECT MO3UTUBHUIA.
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ATC Il Tuny (0ApeHOreHiTaAbHUU
CUHAPOM 3 rinepTeHsi€lo;

Aediumt 113-riApOKCUAQ3HU;
Aediuut P450C11B1) (OMIM 202010)

AT C posBuBa€eThcst BHacHinok aedinuty 11B-rimpo-
kemmasu  (P450c11B1), BUKIMKA€ETbCSI TOMO3UTOT-
HUMHU ab0 TeTepO3UrOTHUMHU MyTallisMU B TeHi
CYPI11B1 (MIM 610613), o po3raiioBaHuii Ha Xpo-
mocoMi 8q24.3. Y reni BepudikoBaHo rmoHas 70 myraiiii,
1110 CIIPUYMHSIOTh T€TePOreHHICTh HEKIACUYHUX (hOPM
3axBOpIOBaHHS [42].

Ile aBTOCOMHO-pelIeCBHE 3aXBOPIOBAHHS, 1110 CY-
MPOBOKYETHCSI TMOPYILICHHSIM OiOCHMHTE3Y KOPTUKO-
CTepOifliB, i3 MMOBHOIO BiCYTHICTIO KOPTU30Jy U Hamd-
MipHOIO MPOAYKIII€I0 aHAPOTEHIB KOPOIO HATHUPKOBUX
3aJ103. JlaHa (hopMa cTaHOBUTH 5—8 % BUNAKIB Bix yCcix
dopm ATC.

Y KpoBi HAaKOMMYYIOTHCS aHIPOTEHM Ta TIOTepe-
JTHUKU CUHTE3y KOpTu3ody: |I1-1e30KCMKOpTU3071
i 11-1€30KCUKOPTUKOCTEPOH YHACTIMOK TiMeprpoayK-
it AKTT. 11-1e30KCMKOPTUKOCTEPOH Ma€E TIOMipHi Mi-
HEepaJOKOPTUKOIIHI BJIaCTUBOCTI, TOMY B OpraHi3Mi 3a-
TPUMYIOThCS HATpili 1 piIivuHa, 3HUXKYEThCA aKTUBHICTh
peHiHy 1ua3mMu. JonaTKoBMM YMHHUKOM TirllepHaTpi-
eMii Moxe OyTu i1 18-rimpoKcuaboBaHUII MeTabOdIT
11-ge3okcukopTukocTepoH. linmepHaTpiemiss i rinep-
BOJIEMiSI MPU3BOISTD IO PO3BUTKY apTepiajibHOI Tinep-
TeHsii [9, 12].

Kniniuna cumnmomamura. Po3pi3HSIOTh KIACUUHY
Ta HeKJIACUYHY opMU ae@iuTy hepMEeHTY.

VY niteit 06ox crareid 1o 1,5—2 pOKiB 3’SABISETHCS
craTeBe OBOJIOCIHHS, acne vulgaris, BinOyBaeTbCs 3Mi-
Ha TeMOpy roJjiocy, TirnepTpodist M’s3iB, TPUCKOPEHHS
TeMMiB (Di3UIHOTO PO3BUTKY (32 YOJOBIUMM TUIIOM)
i 610JIOTIYHOTO BiKY, OJHAK 30HU POCTY 3aKPUBAIOTHCS
10 9—10 poKiB i OCTAaTOYHUI 3PICT Y IMX OCi0 HU3BKMIA
(Y MexXXax KapJIMKOBOCTI UM cyOHaHi3My) [43].

[MigBumenHs1 aprtepiaanbHoro TucKy (AT) Big-
MIYa€ThC B PaHHbOMY Billi, MPaKTUYHO 3 MEPILIOTO
POKY XHWTT$, ajleé BHAC/IiAOK TPYIHOLILIB BUMIPIOBaHHS
AT y MaJieHbKUX JiTeli apTepiajibHa rinepTeH3is BUSIB-
JIIETBCA JUIIe HAa 3—4-My POl XXUTTS, 1[0 MOXe MpHU-
3BOJUTH 10 TSIKKMX HACIiIKiB — reMopariyHuX iHCY/Ib-
TiB. SIBUIA eHAOTEMiaIbHOT IUCHOYHKILT CIPUYUHSIOTh
3MiHU CYIMH OYHOTO JHA Ta HUPOK i rinmeprpodiro cTi-
HOK JIiBOTO LIJTyHOUKa [8, 22].

Taxkox y niteil po3BUBAETHCS TIMOKATIEMIS 3 XapaK-
TepHUMM O3HAaKaMHu (M’s130Ba CJIAOKiCTh, TapecTesii,
TMOPYIIEHHSI CEPUEBOTO PUTMY, TOMiypisl, MOTIAUIICIS
1 ajikano3), 10 CBiMYaTh PO HAAMIPHU CUHTE3 MiHEe-
payiokopTukoimis [19].

VY niByaToK SK MPEHATAIbHO, TaK i MOCTHATAIbHO
pPO3BUBAETHCSI HECIIPABXHINM KiHOYMIT repMadpoam-
TU3M — TrinepTpodis KiiTopa il GopMyBaHHS ypOTeHi-
TaJIbHOTO CUHYCA; 4aCTO — HEBU3HAYEHICTh CTaTi MpU
HapomxkeHHi. [TposiBu Bipuiizallii 3 BiKOM IPOrpecyloTh.

Y XJ10MM4YKMKiB pO3BUBAETHCS MepeayacHe CTaTeBe 10-
3piBaHHS 3a i30CEKCyaJIbHUM TUIIOM: MaKpOTeHIiTOCO-
Misl, TTirMeHTalisl 30BHIllIHiX CTaTeBUX OPTaHiB, COCKIB,
arpecuBHICTb, CTATEBE PO3raJIbMYBaHHSI.

Miaenocmuka. Tpu KacuuHiil hopMi B KpoBi cro-
CTepira€Tbcsl TiMOKaMieEMisl, rinepHaTpieMisl, 3HauyHe
MiaBUILEHHS piBHIB 11-ge3okcukoptuszony i 11-ge-
30KCUKOPTUKOCTEPOHY B CHpPOBATLi KPOBi Ta iX Me-
TaOOJITIB y cedi, YMICT KOPTU30Jy B KPOBi 3HAYHO
sHvxkeHuid; piBHi AKTI, perinpoemniaHApOCTEPOHY,
TECTOCTEPOHY MiNBUILEHI; aKTUBHICTb PEHiHY IUIa3-
MM 3HIKEHa, KoHueHTtpaiisi 17a-OH-nporecrepony
B KpPOBi HOpMaJIbHa; 1000Ba eKCKpellis 17-KeTocTepo-
imiB 3HAYHO MiABMIIEHA; 1OOOBa eKcKpellis 17-okcu-
KOPTUKOCTEPOINiB 3HUKEHA; JeKCAMETa30HOBUI TeCT
nosutuBHuii. Ha Y3JI — nBobGiuHa rinepruiasist Haja-
HUPKOBUX 3a7103. BHYTpillIHi reHiTasii po3BUHYTI Bif-
MOBiTHO 10 TEHOTHUITY.

Ilpu ni3Hilt (HeknacuyHilt) ¢opmi Maitke Bci Ja-
OopaToOpHi MOKa3HUKK B HOPMi, JIMILIE MTOMIpPHO MiABU-
IIeHi a00 3HAXOMIThCI Ha BEPXHil MexXi HOpMU PiBHi
11-pe3okcukopTusoiy, 11-m1e30KCUKOPTUKOCTEPOHY,
JIETiNPOEIiaHAPOCTEPOHY Ta TECTOCTEPOHY B KPOBi Ta
ix metaboJitiB y ceui. IlinBuieHa noboBa eKCKpellist
17-xetoctepoinis. [Ipu togaTKOBOMy TOPMOHAIBHOMY
o0cTexxeHHi BUSIBISIETbCS 3HMKeHHS piBHIB JIT i @CT
Yy KpoBi (IIp HOPMaJIBHOMY iX CITiBBiTHOIIEHHI), TTiI-
BUIIIEHHSI TIPOTECTEPOHY B KPOBIi, JI€KCAaMETa30HOBUN
TECT MO3UTUBHUA.

ATC lll tTMny — HepocTaTHICTL P450Cc17
(17a-rippokcuaasa) (OMIM 202110)

Bunukae B pesynbrari mytauii rena (CYPI7AI)
(MIM 609300), mo posramoBanuii Ha 10q24.32. Tun
yCIagKyBaHHSI — aBTOCOMHO-pelleCUBHUI. ['eH akTh-
Bye 17-anbda-rinpokcunasy ta 17,20-miazy [10].

Ddepment P450c17 Bignosigae 3a 17-rizpokcuiiio-
BaHHSI TIPErHEHOJIOHY i TiporectepoHy. dediuuT iioro
MPU3BOIUTH A0 MOPYIIEHHSI CUHTE3y KOPTU30Jy i1 aH-
JIpOTeHiB 0e3 3MiH CUHTEe3Y aabA0oCTEPOHY [23].

IIpoaykyBaHHSI HaAMIpHOI KiJIbKOCTi KOPTUKOCTE-
DPOHY 11 1€30KCUKOPTUKOCTEPOHY MPU3BOAUTH A0 TiMep-
TOHIi Ii pPO3BUTKY TiMOKaJTIEMIYHOIO aJIKana03y.

Knainivna cumnmomamura. Po3pi3HSIOTh KJACUUYHY
Ta HeKJacuuHy (Mi3H10) opmu. Y aiBUatok y nybep-
TaTHOMY Billi 3 BJISIIOTbCS MPOSIBU iHDaHTUITI3MY: BTO-
PUHHI CTaTeBi O3HAKU PO3BUHYTI CIAOKO YU BiICYTHi
B3araji, 110 CIPUYUHSIE TIEPBUHHY aMeHopero [25];
MEepBAHHI CTAaTeBi OpraHW PO3BUHEHI HOPMAaJIbHO,
1 M1Ie B Mepiojl CTaTeBOIO J03piBaHHSI PEECTPYETHCS
HeIoCTaTHicTh PYHKIIT seuHuKiB [26, 30]. JocuTs na-
TOTHOMOHIYHUM CUMIITOMOM € TillepTOHIs Ta TiltoKa-
JIEeMis.

Miaenocmuka. Tlpn xnacuuHiii ¢dopwmi: Tinmoka-
JiEMisl, TimepHaTpieMis, 3Ha4YHe TiABUILEHHS KOH-
LIeHTpalii aJabAOCTEPOHY B IUIa3Mi KpOBi; piBeHb
KOPTU30J1y B KPOBi 3HAYHO 3HUKEHUIT; aKTUBHICTbh pe-
HiHy mia3mu 3HwxkeHa; AKTT minBuienuii; 17a-OH-
MPOTECTEPOH — Y HOPMi; 3HAYHO 3HMKEHI KOHIIEHTpa-
i1 geriapoeniaHaApOCTEPOHY Ta TECTOCTEPOHY B KPOBI,
noboBa ekckpelis 17-kKeTocTtepoiniB i 17-0KCUKOPTU-
KOCTepOilliB; JeKCaMeTa30HOBUI TeCT IO3UTUBHMIA.
Y31 HamTHUPKOBUX 3aJI03 BUSIBIISIE TBOOIUHY Tirepria-
3i10 OCTaHHIX, a BHYTPIilllHi T€HiTaJlii PO3BUHYTI BilIO-
BiIHO 10 TEHOTHUITY.
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Ilpu mi3Hill (HekslacuyHiil) popMi Maiixe Bci ya-
0opaTopHi MOKA3HUKU B HOPMi, JIMILIE TTOMIpHO ITij-
BUILIEHUI a00 3HAXOMUTHCS HA BEPXHill MeXi HOPMU
piBEHb AJBIOCTEPOHY, BiAMIYA€THCS MOMipHA TiloO-
KaeMist, rimoHaTpiemist; Bucokuii Bmict JII' i OCT
Yy KpoBi (mIpu HOPMaIbHOMY iX CITiBBiIHOIIEHHI),
3HUKEHHSI KOHLIEHTPALlil CTATEBUX CTEPOIAiB y KPOBi
nekcameTta3oHoBui Tect, nmpoba 3 AKTT i xopioroHi-
HOM — TIO3UTUBHI.

ATC IV tuny — Aediunt pepmeHty
P450scc (OMIM 613743)

Ilsa dbopma AI'C BUHMKAE BHACTIIOK F€TEPO3UTOT-
HO1 ab6o romo3urotHoi Mytauii reHa CYPIIAI (MIM
118485) Ha xpomocomi 15q23-Q24, sxmit Konye dep-
MeHT P450scc. MitoxoHapiansauit iutoxpom P450scc
TIePETBOPIOE XOJIECTEPUH Y TIPETHEHOJIOH Y BCiX CTepOi-
JOTeHHUX TKaHuHax [31].

Kainiuna cumnmomamuxa. TpuBaimii 4yac BBaxa-
snocs, mo gedimut P450scc HecyMmicHUN i3 XUTTSIM
YHaCJIiIOK HecTauyi NporecTepoHy Aisl MiATPUMKU Ba-
ritHocTi. IIpoTe ocTaHHIM YacoM OmNMCaHi TMAalliEHTH
3 MiceHC- a00 HaBiTb HOHceHc-myTalisMu CYPIIAI
3aiexKHO Bi TSKKOCTI AUCPYHKIIIT (pepMEHTY MalieH-
TU 3BEPTAIOTHCS 3 JIETKOI UM TIKKOI HATHUPKOBOIO
HEeAOCTATHICTIO 3 paHHIM novaTkoM [17].

Hediunt P450scc € pigkicHUM 3aXBOPIOBAHHSIM,
1110 MOK€ MPOSIBUTUCS Y BUIJISIAI TOCTPOI HAAHUPKOBOT
HEAOCTAaTHOCTI B IpyaAHOMY Billi a00 B nepioai AUTUH-
ctBa. PiBHi AKTI i aKTUBHIiCTh peHiHY IIa3MU KPOBi
CWIbHO MiIBUIIEHI, a CTEPOiIA HAAHUPKOBUX 3103 HE-
aJ€KBAaTHO HU3bKi a00 BiICYTHi. Y MALIIEHTIB i3 FTEHOTH-
oM 46 XY 30BHIllIHI CTaTeBi OpraHu — XIiHOYi, iHOi
HasiBHA KJTitopomeranis [41].

®deHoTUN Bapilo€ Bil HEIOHOLIEHOCTI 3 MOBHOIO
0J10KaI010 BCiX TOPMOHIB HATHUPKOBUX 3aJ103, BilCyT-
HOCTiI aHApPOTeHIB i paHHbOI'O PO3BUTKY TSXKKOI Ha-
HUPKOBOI HEAOCTATHOCTI A0 TOJIOTIB y CTPOK, i3 KJIiTO-
pOMeTai€lo, i3 Mi3HIIIMM BUSBICHHSIM HagHUPKOBOI
HegocTaTHOCTI [35].

Hediuut P450scc moTpidHO audepeHLiloBaTu
3 YPOIKEHOIO JIMoinHow (OpMOIO Timepruiasii Kopu
HaJHUPKOBUX 3aJ103, TIPOTE, Ha BiAMiHY BiJi OCTAaHHbOI,
npu nedinuti P450scc HeMae rinmepruiasii Kopyu Haz-
HUPKOBUX 3aJ103, Y XBOPUX HEBEJIMKi HATHUPKOBI I cTa-
TeBi 3ay103u [17].

AIrC YV tuny (3p-riApoKCcUCTepoiaHa
HEeAOCTATHICTb, HE AOCTATHICTb
3B-riaApokcuctepoipAeriaAporeHa-
3n/5—-4 isomepasmn) (OMIM 201810)

BuHMKae BHACHiIOK TOMO3UTOTHUX a00 TeTepo3u-
TrOTHUX MyTaliii reHa HSD3B2 (MIM 613890) Ha xpo-
Mocowmi 1p12.

3-0eTa-TiIpOKCHUCTEepOiaIeTiApOreHa3a  Karajidye
OKMCHEHHS Ta i3oMepu3aliio aeiabTa-5-3-0eTa-Tigpo-
KCHUCTEpOiny IONepeaHUKIB Y AeabTa-4-KeTOCTEPOinu,
1110 TIPU3BOAUTD 0 YTBOPEHHS BCiX KJIACiB CTEPOITHUX
ropmMoHiB. DepMeHT TaKOXK KaTajli3ye B3aEMOIIEPETBO-
peHHs 3-0eTa-rimpokcu- i 3-keto-5-aabda-aHIpocTaH-
crepoiniB. HSD3B2 akTUBHUI Mailke BUKIIOYHO

B HAJAHMPKOBMX 3aJl03aX i roHagax, y TOW e 4ac
HSD3BI1 (MIM 109715) akTuBHUII mepeBaxkHO B TLjaa-
LieHTi Ta wKipi [7, 13].

Henocratnicte 3p-HSD cynpoBoIXyeTbCsl MOpY-
LIEHHSIM CUHTE3Y BCiX KJIaCiB CTEPOINiB y HAMHUPKOBUX
i crateBux 3ajio3ax. Hamnuinoxk aerigpoeniaHapocTe-
pOHY Mae cy1abKy aHAPOTeHHY aKTUBHICTh. [IpoTte cy-
MapHa KiJIbKiCTh aHAPOTeHiB, 0COOJIMBO B 0Ci0 XiHOUOT
crati, HagMipHa. Lle i JIeXXUTb B OCHOBiI BHYTPillIHbO-
yTpOOHOI BipuJtizallii miB4aTok [28, 34].

Kainiuna cumnmomamurxa. YXe B paHHI TepMiHU
ITCJIsT HApOMXKCHHSI BUHUKAIOTh SBUIIA TSKKOI Ha-
HUPKOBOI HEJOCTATHOCTI, 1110 BUSIBJISIETHCSI O3HAKAMU
BTpaTu coi. B ocib 060X cTaTeii 30BHillIHI cTaTeBi Op-
raHu MopdosoriyHo repmagpoauTHOI OynoBU. Y Ii-
BUATOK TepeBaXkaloTh SIBMIA BipuJjisallil 30BHIiLIHIX
reHiTalliii, 30iableHU KaiTop 6e3 popMyBaHHS ypoO-
TeHITaJIbHOTO CUHYyCa, HU3bKHWI 3piCT, MOJiKiCTO3HI
SIEUHUKU. Y XJIOMMYMKIB — SIBUILA HEAOCTATHHOI Mac-
KyJliHi3allil, rimocnamis, KpUITOPXi3M, IIUJIMHA MO-
IIOHKW, HEIOPO3BUHEHI KAaBEPHO3HI Tijlia CTaTEBOTO
YjeHa.

B oci0 i3 mi3HiM MOYaTKOM XBOPOOUW BUSIBIISIETHCS
ripcyTH3M Ta IepBUHHA aMeHOpes.

Miaenocmuxa. Tlpu wiacuuHiit  (CUTbYTpaTHIif)
dopmi miarTHOCTYEThCS TilepKaJliEMisI, TilOHATpiE-
Mis1, TimormikeMis, 1o HapocTtawoTh; piBHI AKTT, JIT,
DCT y KpoBi I aKTUBHICTb PEeHIiHY IUIa3MHU, JeabTa-5-
CTEpOiNliB 3HAYHO MiABUILECHI (IPerHeHOJIOH, 17-riapo-
KCUIIPETHEHOJIOH, AeTiApoeniaHApOCTepOH — Oilblie
Hix y 10 pasiB). PiBHi KOpTH30:1y, aIbAOCTEPOHY i1 TeC-
TOTEpOHY 3HAYHO 3HMXKeHi. JloboBa ekckpelist 17-ke-
TOCTEPOiNiB i 17-0KCUKETOCTEPOiNiB 3HAUHO 3HUXKEHA.
JexcamMeTa30HOBUI TECT HE MPOBOAUTHCS, MO3UTUBHI
npo6u 3 AKTT i xopioroHiHOM.

V3]l HamHUPKOBUX 3aJ103 BUSBJISIE ABOOIUHY rirep-
IUTa3it0, a BHYTPILIHI TeHiTajii pO3BUHYTI BiIMOBIIHO
JI0 TEHOTHUITY, aJie Tilornjaa30BaHi.

IMpu mizHiit (HexkacuuHiit) dhopmi maiike Bci a-
GOpaTOpHi MOKAa3HUKU B HOPMi, JIMILE MOMIPHO Ii/-
BUILIEHI a00 3HAXOASITLCS HAa BEPXHili MeXi HOPMM aK-
TUBHICTb PeHiHY rutasmMu ¥ KoHueHtpauisg JII, ®CIT
y KPOBI; 3HWKEHHS PiBHSI CTaTEBUX CTEPOIIIB Y KPOBI;
npoda 3 AKTT i xopioroHiHOM — MO3UTHUBHA.

AI'C VI Tny — He AOCTATHICTb LIUTOXPOM-
P450-okcnaAOpeAYyKTa3mn

BrHWKae BHACTITOK TOMO3UTOTHUX abO reTepo3n-
roTHUX Mytauiit y reHi POR (MIM 124015), uo Ko-
nye uuToxpoM-P450-okcumopeaykrazy, Ha XpoMOCO-
Mi 7q11.23. Myrtailii y 11bOMY T€Hi TaKOX MPU3BOISThH

o po3BUTKY cuHIpoMmy Entmi — bikcrep (ABSI;
MIM 201750).
LHutoxpom-P450-okcumopenykraza — 1e Pia-

BOMPOTEi/, IO € JOHATOPOM €JEKTPOHIB YCiX MiKpO-
coManbHUX (hepMeHTIB murtoxpoma P450, y Tom umc-
I depmeHTiB ctepoigoreHesy P450cl7 (CYPI7AI;
MIM 609300), P450c21 (CYP2IA2; MIM 613815),
i CYP51A1(MIM 601637) [24].

IMopyleHHsT KiCTKOBO-XPSIIIOBOI CHUCTEMU: BY3b-
Ka TpydHa KIIiTKa, aTpe3is XoaH, KpaHiOCHMHOCTO3,
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Opaxiuedalis, MpPOKe MepeHiccs Tolo. MawTh Miclie
SIBUIIIA TITOKOPTUIIM3MY. Y HOBOHAPOKEHUX JIiBUATOK
CIOCTEPIraloThCsl SBUINA BipwJjlidallii 30BHIIIHIX CTa-
TEBUX OPTaHiB Ta MPOSBU TiMTOrOHAAU3MYy. Y IOCTHA-
TaJILHOMY MEpioAi Bipwiizalisi He Tporpecye, MmpoTe
TPAIUISIOTHCS MPOSIBU CTAaTEBOI AUChYHKIIIT (aMeHOopest
Ta OC3IUTITHICTD).

Miaenocmuxa. J1abopaTOpHO BUSBISIOTH AePinT
IJII0KO- Ta MiHEpPaJOKOPTUKOIAIB Ta IMiABMILEHI piBHI
17-rinpoxcunporectepoHy, 17-rinpoKcuUnperHeHoao-
HYy, MPOTeCTEPOHY, MPErHEHOJOHY, Ae30KCUKOPTUKO-
CTEPOHY I KOPTUKOCTEPOHY.

ATC VIl Tuny — AinoiAHa rinepnaasis
HOAHUPKOBUX 3AAO3 YHACAIAOK
Aediunty 6inka STAR

JlinoinHa ypomxeHa rinepruiasisi KOpyu HaIHUPKO-
BHUX 3aJ103 BUKJIMKAETHCSI TOMO3UTOTHUMH ab0 TeTepo-
3UTOTHUMU MYTAllisIMU TeHa, 110 KOAYE PEryIsITOPHUI
6inok crepoinorenesy (STAR; MIM 600617) Ha xpomo-
comi 8p11.23.

binokx STAR 3a06e3rneuye TpaHCIIOPT XOJIECTEPOIIY
i3 30BHIIIHBOI Ha BHYTPillIHIO MeMOpaHy MiTOXOHAPiii
KJIITUH KOPU HAaJHUPKOBHUX 3aj03 i roHan. Illnsxom
BiAlIeTNJeHHs OiYHOro JaHIlora XOJeCTepoay 3Iiii-
CHIOETBCSI CUHTE3 YCiX KJaciB CTePOIliB y 3a3HAYEHUX
TKaHuHax [3]. Jpyrowo npuYMHOK MOPYLIEHHS CUH-
Te3y TOPMOHIB € TTOIIKOKEHHS KJIITUH HAKOITMICHUM
XOJIECTEPOJIOM.

s popMa € HAUTSKUMM PO3J1aJloM OIOCUHTE3Y CTe-
POIMHUX TOPMOHIB, CIipUYMHEHA Ne(EKTOM IEepPETBO-
PEHHS XOJIECTEPUHY B TIPETHEHOJIOH, TIEPIINM KPOKOM
CTepOiNoreHe3y B HATHNPKOBUX Ta CTaTeBUX 3aJi03aX.
Yci xBopi (peHOTUITOBO KiHOYOI CTaTi 3 TSKKUM CHH-
JIpoMoM BTpatu coJi [20].

Tinbku 11 3 32 ymepiie onucaHUX MalLi€HTIB BU-
KW B IMTUHCTBI, AesKi 3 HUX MPU JIiKyBaHHI JOXWIN
Jlo 3pijioro Biky [17, 21].

g dopma AI'C HaiiuacTillle TparisieETbCsl Cepel
SIMOHIIIB, KOPELIiB, MaJeCTUHIIIB Ta apabiB i MpaKTUU-
HO He TParIsI€EThCS B MPEACTABHUKIB iHIIMX HAlliOHATb-
Hocreit [14, 21].

Kainiuna cumnmomamuxa. Y nepuii AHI XWUTTS BU-
HUKae OJIIOBaHHS, YacTe 3pUTyBaHHSI, ararisi, aHOpeK-
Ccisl, BiZOyBa€eThCsl BTpaTa MacH Tijla. YHACiIOK BTpaTu
COJIi BUHUKAIOTh CyJJOMU, BTPAaTa CBIZIOMOCTI, PO3BUTOK
KOJIAMTOITHUX KPU3iB, SIKi BWHUKAIOThH PArITOBO, MalOTh
Pi3HY TPUBAIICTb i HEPIAKO € MPUUNHOIO cMepTi. [1po-
THO3 HecripusTuBuii [32, 38].

I1pu XiHOYOMY I YOJIOBIYOMY T€HOTMIII Y LIUX XBO-
PUX CIIOCTEPIra€ThCs TUTBKU XiHOUMI (DEHOTUIL. Y HO-
BOHAPOJI)KEHUX XJIOMUMKIB 30BHIIlIHI CTaTeBi OopraHu
copMOBaHi 3a XXKiHOUMM TUIOM (HeCIpaBXHill 4oJio-
BiuMii repMapoauTr3M). Y BCix XBOpUX BUpaXKeHa Ti-
MepIirMeHTauis Kipu.

Miaenocmuka. JlJabopaTOpHi 03HAKM TSIXKKOi HEIO0-
CTaTHOCTI ITIOKO- 1 MiHEPaJIOKOPTUKOIIIB (3 Tineprir-
MEHTALII€I0 1IKipU, CIU30BUX OOOJOHOK i BKpail TSK-
KMM CUHAPOMOM BTpPAaTU COJIi) Ta CTaTeBUX CTEPOIdiB
MpU 3HAYHOMY MiIBUIIEHHI PiBHS aKTUBHOCTI PEHiHY
wiazmu i AKTT y kpoBi.

MeToro HaBeeHOTO oISy OyJi0 TPUBEPHYTH YBa-
Ty TPaKTUYHUX EHIOKPWHOJOTIB O TPOTPECUBHOTO
i MEepPCIIEKTUBHOIO PO3BUTKY MOJEKYISIPHO-TEHETUY-
HOI €HIOKPUHOJOTII B HAaNpPsIMKY iHAMBIIyalli30BaHO1
epcoHi(hikoBaHOT MEIUIIMHU.

Konduikr inTepeciB. ABTOpHU 3asIBISIOTH MPO Bif-
CYTHICTb KOH(MJIIKTY iHTEpecCiB MpU IiAroTOBLI JaHOI
CTaTTi.
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AApeHoreHVITdAbeH;I CUHAPOM: MOAEKYASIPHbIEe MeXAHU3MbIl PA3BUTUA

Pesome. Ha gimHHOM, MHOTOCTYNEHYATOM MYTH GMOCUH-
Te3a CTEPOMAHBIX TODMOHOB OT XOJIECTEpUHA 10 KOPTU30Ja,
TECTOCTEPOHA U 3CTPajuosia BCJIEICTBUE MYyTallUd TE€HOB
BO3HUKAET HEJOCTATOYHOCTHh (hEPMEHTOB CTEpPOMIOTEHEe3a
B HaJMOYEYHUKAX: XOJeCTepoJs-AecMoiasbl, 3B-TUIpPOKCU-
cTepouieruaporeHassl, 17a-ruapokcunassbl, 21-ruapoKcu-
Jla3bl, a Takke (PepMEHTOB CTEpPOUIOreHEe3a B CEMEHHUKAX:
17,20-gecmonassl, 17B-rUaApOKCHICTEPOINETUIPOPEAYKTa-
3Bl U AP., GOPMUPYETCS KOMILIEKC PACPOCTPAHEHHBIX BPO-
KJIEHHBIX 3a00JIeBaHUII T€TEPOreHHOM TPYINbl ¢ ayTOCOM-
HO-PEIIECCUBHBIM HACJIe[IOBAHNEM — aIPEeHOTeHUTATHHBIN
cunapom (AI'C). leduuuT 106010 U3 yKazaHHBIX (pepMeH-
TOB WJIU TPAHCMOPTHBIX O€JIKOB MPUBOAUT K YACTUYHOW WU
IOJTHOM IMMOTepe MX aKTUBHOCTU. DEHOTUITMUECKUE TTPOSIB-
nenust AI'C goctaTouyHO TTONMMOPMHEL: SIBIEHUS] TUTIOKOP-

V.P. Pishak’, M.O. Ryznychuk?

TULM3Ma; HapylLIeHUs] XapakTepa M TeMIIOB ITOJIOBOTO pas-
BUTHS; IBYyCTOPOHHEE YBEJIMUYEHNE HAAITOUYCYHUKOB; TUIIEP-
KOPTUKOTPOTMHEMUSI, UYBCTBUTE/IbHAS K JIEKCAaMETa30HY;
OJIUTO- UJIX aMeHOpesl; aHOBYJIITOpHOE OecIIone, HeBbIHA-
LIMBaHUE Ha paHHUX cpoKax bepeMeHHOCTHU. [TaToreHeTnue-
CKOM COCTaBJISTIONICH YKa3aHHBIX TTPU3HAKOB SIBJISIETCS BPO-
XKIEHHOE HapylIeHUe CTepOnIoreHe3a, BRI3BaHHOE IePUII-
ToM 11B-TuapoKcuIasbl U SBICHUSIMU U30bITKA aHAPOTCHOB.
ITpu AT'C paznuyaloT (peHOTUI M HeKaccuueckue (hopMbl
HemocTaTka (epMeHTOB cTepouporeHe3a. B ocHoBHOM 006a
BapMaHTa 3a00JIeBaHUS BCTPEYAIOTCS y JIMII 0OOMX ITOJIOB
M UMEIOT pa3IMYHOe TeUYeHUEe — OT JIETKOM 10 TsKenoi (op-
Mbl 3200J1eBaHuSI.

KiioueBbie ¢J10Ba: anpeHOreHUTATbHBIA CHHIPOM; JUATHO-
CTHKa; KOpa HAIIIOYCYHUKOB; BUPUJIU3AIINS
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Adrenogenital syndrome: molecular mechanisms of development

Abstract. On the long multistage pathway of biosynthe-
sis of steroid hormones from cholesterol to cortisol, testo-
sterone and estradiol, due to mutations in genes, there is the
deficiency of steroidogenesis enzymes in the adrenal glands:
cholesterol desmolase, 3B-hydroxysteroid dehydrogenase,
17a-hydroxylase, 21-hydroxylase, and enzymes of steroido-
genesis in the testis: 17,20-desmolasis, 17p-hydroxystyrol de-
hydroreductase and others, as well as a complex of widespread
congenital diseases of heterogeneous group with autosomal re-
cessive type of inheritance — adrenogenital syndrome (AGS).
Deficiency of any of these enzymes or transport proteins leads
to partial or complete loss of their activity. Phenotypic mani-
festations of AGS are quite polymorphic: phenomenon of hy-

poadrenocorticism; violation of the nature and rates of sexual
development; bilateral increasing of adrenal glands; hypercor-
ticotropinemia sensitive to dexamethasone; oligo- or amenor-
rhea; anovulatory infertility, miscarriage in early pregnancy.
Pathogenetic component of these signs is congenital disorder
of steroidogenesis caused by 11B-hydroxylase deficiency and
symptoms of androgen excess. In AGS, there are distinguished
a phenotype and nonclassical forms of steroidogenesis enzyme
deficiency. In most cases, both types of diseases occur in per-
sons of both sexes with different course — from mild to severe
forms of the disease.

Keywords: adrenogenital syndrome; diagnosis; adrenal cor-
tex; virilization
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