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MepLi kKNiHIYHI NpaLi NpPo BPOOKeHy rinepnna-
3il0 KOpW HagHUpPKOBUX 3ano3 (BIKH3) 3'asunucs
HanpwukiHui XIX ctopiyys. ITanincbkmnin aHatom Lui-
gi De Crecchio 1865 poky onucas naujeHTa 400-
Bi4OI CTaTi, 9KMin NoMep BHACIAOK "aguHaMmii Ta
OnoBaHHA", ane nig, 4yac Po3TUHY Yy HbOro Oyro
BUSIBNIEHO XiHOYi cTaTesi opraHu [18]. HanpukiHu,i
XIX — noyatky XX cTopiyys BXe Oyfo BUSIBIIEHO
B32EMO3B'A30K MiX XIHOYMM ncesaorepmadpoam-
TU3MOM, nepefyacHUM CTaTeEBUM PO3BUTKOM Y
XJIOMYKMKIB i rinepnnasieto HagHNPKoBMx 3ano3 (H3).
TepmiH "agpeHoreHitanbHuin cuHgpom™ (AIC)
BnepLue 3anporoHysas A. Gallais 1912 poky [24].
Ane CbOroHi Len TepMiH BBaXXaETbCS 3acTapisinMm,
a BMKOPUCTOBYBATU PEKOMEHAYETLCHA TEPMIiH
"Bpo4KeHa rinepnnasis Kopy HaaHMPKOBKX 3as103".

Epa naTtoreHeTn4HOro nikyBaHHsa XBopoobu 6e3
agpeHanekTomii posnoyvanachk y cepeanHi XX cto-
pivuga: 1949 poky P. Hench i E. Kendall otpumanu
HobGeniBcbky Npemito 3a CMHTE3 KOPTUKOCTEPOis-
HUX ropmoHie. F. Bartter i L. Wilkins nepnmn
3B'a3anm BIKH3 i3 gediuymtom depmeHTiB, LWo
3abeaneyyoTb cMHTE3 KopTmaony [13, 48]. M'ar-
necatmm pokamm XX ctopivds 6yno chopmynbo-
BaHO BM3HavyeHHa BIKH3 gk rpynu 3axBopioBaHb
3 aBTOCOMHO-PELECUBHUM TUMNOM YCNaaKyBaHHS,
B OCHOBI KUX NeXUTb AedeKT 0gHOro 3 pepMeH-
TiB @00 TPaAHCMOPTHMX BiNKiB, WO 6epyTb y4acTb y
GiocnHTesi kopTr3ony B H3. 3HMXeHHS BiocuHTe-
3y KOPTMU30Jy 3a NPUHLMMOM 3BOPOTHOIO 3B'A3KY
CNPUYNHIOE 36iNbLUEHHSI CEKPEeLi aapeHOKOPTUKO-
TponHoro ropmMmoHy (AKTI) Ta, 9k Hacnigok, rinep-
nnasito kopu H3 i HakonNnyeHHs MmeTaboniTiB, WO €
nonepegHvkamMmun gedekTHOro etany crepoigore-
He3y. I3 po3BUTKOM BioxiMiYHMX MeToaiB Aocnig-
KEHHSA 3'aBmnacsa MOXIUBICTb KiJibKIiCHOMO BU3Ha-
YEHHH Y KPOBi NALIEHTIB PiI3HUX CTEPOIAHUX
CMonykK, WO A03BOJSIMIIO0 3 YpaxyBaHHAM Xapakrep-
HOI KJIIHIYHOT KapTUHW onmucaTtu HOBI BapiaHTu
depmMeHTHUX nedekTiB cTepoigoreHesy, aki npu-
3Bog4aTb oo BrKH3 [15, 17, 19, 36].

Bicimgecatnmm pokamu XX cTopivys 3aBOsikin
ycnixam MOJIEKYNISIPHOT FEHETUKM noYanacs HoBa
epa y BuB4eHHi BITKH3. Byno knoHOBaHO reHu, o
KoOylTb PepMeHTU cTepoigoreHesy, po3podne-
HO METOANKY MONEKYAAPHOI AiarHOCTUKM 015 BCiX
dopm BIKH3 [29, 39, 46, 47].

Hanbinbwy yactky cepen ¢dopm BIKH3 (mo
95%) cknagae ¢dopma, odbymosneHa gediumTom
depmeHTy 21-rigpokcunasu. @epMeHT cnpuse
NepPEeTBOPEHHIO NPOreCTepoHy Ha Oe30KCUKOPTU-
KOCTEPOH i 17-rigpokcmnporectepoHy Ha 11-ge-
30KCUKOPTM30J. 3anexHo Big 306epexeHoi akTuB-
HOCTI (PepMEHTY PO3PIi3HAIOTL Cisib-BTPATHY HOp-
My (@KTMBHICTb 21-rigpoKCuaasn € MEHLLOK Bif
1%), NPOCTY BipWIbHY (aKTUBHICTb PEPMEHTY He
nepebinbluye 5%), Ni3H0 HekNnacuyHy Gopmy, Lo
MaHidecTye nig yac nybepraty abo y OOpPOCHMnX
(akTmBHICTb pepmeHTy B Mexax 20-30%) [2, 5, 6,
9, 10]. 3 ornany Ha aBTOCOMHO-PELECUBHUN TUN
yCcrnagKyBaHHS 3axBOPIOBAHHA He OMBHO, LLO Ha-
Mbinblia YyacTtoTa MOro PEeeCcTPYETbCHA B ETHIYHO
i30/1bOBaHMX rpyrax, Ha TEPUTOPIAX i3 Maolo Kifb-
KiCTIO HaceneHHs, Oe 30iNblIeHO WMOBIPHICTb
rnapyBaHHs OCi0 i3 reTepo3MroTHUM HOCINCTBOM My-
Tauin reHa CYP21, wo koaye pepmeHT 21-rigpok-
cunaay.

Ockinbkn BFKH3 € xBopo600 po3noBcoaxe-
HO0, MOTEHLINHO fleTallbHOK Ta Mae BMCOKO che-
UNDIYHUIA | HYyTNMBUIA MapKepP rOPMOHabHOI ajiar-
HoCcTUKM — 17-rigpokcunporectepoH (17-OHP),
BOHA BiANOBiga€e yMOBaM BKJIIOYEHHS OO nporpa-
MW HEOHATas/IbHOrO CKPUHIHIY. Y nepiog, Koan He
3aCTOCOBYBaBCS CKPWHIHI, BYaCHa [AiarHOCTMKa
BIrKH3 BHacnigok gediunty 21-rigpokcunasuv 6yna
BKpaw HN3bKOIO, WO CAPUHNHANO TSXKI MEeONYHI Ta
coujanbHi Hacnigkn. Tak, 35% xnonyukis i3 kna-
CUYHOIO Cinb-BTpaTHoO popmoto BIKH3 nomumpa-
SN BHACNIOOK BiACYTHOCTI BYACHOI rOPMOHaSIbHOT
Tepanii. CMepTHICTb 3a BiACYTHOCTI CKPUHIHIY CKNa-
nae Big 4% po 10%. KoxHy TpeTio aiB4mHKy 3 IV-
V cTyneHem Bipuni3auii 3a Npagepom [36] Ha vac
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HapPOOKEHHHA PEECTPYBaM Yy 4YOJOBIYIN cTaTi. Buac-
HO He OiarHOCTOBaHi BipuJibHa Ta Ni3HA Hek/lacuy-
Ha dopmm BIKH3 cnpuumHanu y nauieHTiB 060x
cTaTen rinepaHaporeHito, 3MeHLIEHHS iX KiHLEeBO-
ro 3poCTy, MOPYLUEHHS CTaTEBOro PO3BUTKY Ta
HeNNigHICTb, Y AiBYMHOK Ta ix BaTbKiB — NCUXONO-
riyHi npobnemMun, NOB'A3aHi 3 BUPaAXKEHUM FipCyTU3-
MOM i HaBiTb HEOOXiOHICTIO 3MiHM cTaTi AUTUHI 3
Uil y 4onoBiyin cTaTi BHACNiAOK BPOAXEHOT rinep-
aHpgporedHii) [2, 5, 9, 10, 21, 25, 40, 45]. 3rigHo 3
BNacHUMU faHummn, cepepf 48 aisumHok i3 BIKH3,
aki npoxoamnu nikyeaHHa 3 2007 no 2012 pokwu,
wictbox (12,5%) 6yno 3apeecTpoBaHoO Ha 4ac Ha-
POMKEHHS Y HOJIOBINilA cTaTi, CrNpaBXH0 cTaTb 6yno
BCTAHOBJIEHO NULLUE Mig Yac rocnitani3auii y Bigai-
neHHs. batbkn Tpbox AiBYMHOK i3 BIKH3 i kapio-
TUnom 46XX BigMOBUAMCSA Bif, 3MiHM cTaTi Ha Xi-
HOYY Y 3B'A3KY 3 Mi3HbLOIO [jarHOCTMKOIO XBOPOOMU,
BUCOKMM CTYyMeHeM Bipunidauii Ta couialbHUMU
0COBIMBOCTAMU POANHM.

KpiMm HEBYACHOI AiarHOCTUKKX, Y KNiHIYHIN npak-
TUL TPANAISAMCS BUNAAKU BCTAHOBIEHHS AiarHO3y
BI'KH3, npusHa4veHHs Tepanii raoKoKopTUKoigaMm
Ta 0popMIIEHHS iHBanigHOCTI NauieHTam i3 XMbHo-
Mno3UTUBHUM nNigsulleHHam 17-OHP. Lli Bunagkn
0OYMOBJIEHO BIOCYTHICTIO B YKpaiHi Y4iTKUX Kpute-
piiB giarHoctkn BIKH3 3a pisHem 17-OHP y Ho-
BOHapOOXEHUX Bif, MartepiB i3 Pi3HUM TepMiHOM
recTrauii, a TakoX Macolo Tifla y nepencKpUHIHIO-
BUI nepioa.

B ocHoBI ckpuHiHry Ha BIKH3 nexutb BU3Ha-
YyeHHs piBHA 17-OHP y cyxin nnami KpoBi Ha dinb-
TpyBasbHOMY nanepi. Llin meTton Gyno 3anpono-
HOBaAHO Ta Breplwe BNpoBagXeHOo Ha Ansacui
1977 poky. HacTtoTa posnosctogxeHocTi BTKH3 Ha
Uit TepuTopii 40 TenepilHbOoro 4acy BBaXaeTbCH
HarBuMLLOW y CBITi — 1:280 >XMBMX HOBOHapOOXe-
HMX. Ha uen yac noHan 20 eKOHOMIYHO PO3BUHY-
TUX KpaiH BNpoBagunu CKpuHIHF Ha BIKH3,
3aBAAKM YOMY BMBYEHO 4YaCTOTY MNATOJNOrii y umx
KpaiHax. Tak, y eBpOnencobkin nonynduii BoHa cra-
HoBUTbL Big 1:12000 go 1:14500 XumBMX HOBOHAa-
pooxeHux [1, 9, 49]. B YkpaiHi HeoHaTanbHUIN CKPU-
HiHF po3noyaTto nuwe 2012 poky, TOMy CbOroAHi
e BiACYTHI TOYHI AaHi woao nowvpeHocTi BIKH3
Yy Hawin kpaini. MNpoTe aKLWo BBaXaTn 4acToTy 3a-
XBOPIOBAHHS HabBMMXEHOIO OO E€BPOMNENCHLKOI, TO
KinbkicTb xBopux Ha BIKH3 giten B YkpaiHi mae y
cepenHboMy cknagaTtn 6nam3bko 600 ocib. Paszom
i3 TM, 3a JaHMMU 3BiTiB 0O6/1ACHUX OUTAYUX E€H-
pokpuHonoris 2011 poky, Takux Aiten Hanivysa-

nocsa nuwe 85. Yactorta nisHbOi popmn BIKH3
BHacnigok aediunty 21-rigpokcunasu, 3a gaHUMu
HM3KKM aBTOpPIB, cknagae 0,1-1% y 3aranbHii nony-
nauii [2, 5, 6, 9, 10, 21, 49]. Omxe, cepen Oiten
Ykpainn mae 6yTtu Big 800 no 8000 xBOpwmXx i3 Ui€o
HO30J10TIEl0.

3rigHO 3 Mpouenypold HEOHATANIbHOrO CKpPU-
HIHFY, 3pa3ku KPOBi Ang gocnigxeHHsa 17-OHP Ge-
PYTb Y HOBOHAPOKEHUX i3 M'ATKN Ha PinbTpyBasib-
HUI Nanip: y AOHOLWWEHNX — Ha 3-5-y ooly XuntT4, y
HEeZOHOLLEHNX | XBOPUX HEMOBNAT — Ha 7-8-y oo00y.
Xoya Bm3HaveHHs piBHa 17-OHP y HOBOHapoaxe-
HUX BBaXKa0Tb OCHOBHUM MapKepoM /19 BCTAHOB-
neHHsa giarHo3dy BIFKH3, Tpeba BpaxoByBaTu, LLO
Ha Uel NMoKasHWK BrMJMBae Oarato YMHHUKIB, LO
MOXe NpuU3BoaUTN A0 XMOHO-NO3UTUBHUX 260 XM6-
HO-HeraTMBHMX pesynbraTiB. [1poTarom nepLumx
OHIiB Big, HApoaXXeHHs piBeHb 17-OHP nigBuweHo
NpPakTU4HO B yCiX Aaiten. Ane y 340p0BuUX iTel BiH
LWBUAOKO 3HUXYETbCA OO HOPMMK, a 3a HasBHOCTI
BIr'KH3 mae TeHageHLito 0o niaBuLleHHs. Y gocnia-
xeHHi A. Hughes [26] Bu3Hayanu piseHb 17-OHP y
70 OOHOLLIEHMX HEMOBNAT y TEPMIH Big, 12-i rogu-
HW 00 7-i [oOw Big, HAPOmKEHHS. MNpPakTUYHO B yCiX
300poBUX AiTen piseHb 17-OHP 3HM3MBCS 00 HOp-
MU Yy nepuwi 36 roanH nicnsg HapomXEHHa 3 69+
+12,9 Hr/mMn oo 2 Hr/mMn Ta yTPUMYBaBCS Y LMX
Mexax oo 7-i pobu pgocnigxeHHs. Y pasi npues-
HaHHS 3aXBOPIOBAHb piBeHb 17-OHP y HemoBnaT oo
5-7-1 pobwn xuTTa yTprMyBascs 6a13bko 10 Hr/ma.
Ha piBeHb 17-OHP 3Ha4yHO BNAVBAE CTyNiHb HEAO-
HOLLEHOCTI AUTUHW. Lle NOACHIOETLCHA 3HUXEHHSAM
aKTMBHOCTI OEKINbKOX (EePMEHTIB CTEPOILOreHesy,
HaATO Ha 29-My TUXHI BariTHOCTI. ICHye HeraTMeBHa
KOpensuig MK rectauilHum BiKOM OUTWUHW, WOro
mMacoto Tina ta pisHem 17-OHP [16, 20, 26, 27, 31,
40, 43]. ToMy GBinbLUICTb CKPUHIHIOBMX Mporpam
MaloTb Pi3HIi HOpMaTuBHI NokasHukn 17-OHP 3a-
JIeXXHO Bif, Macu Tina HOBOHAPOOXEHUX Ta iX rec-
TauiHOr O BiKY, LLIO AIO3BONSE 36iNbLUNTU MO3UTUBHY
NMPOrHOCTUYHY LHHICTb CKPUHIHTY. IMo3nTnBHaA Npo-
FHOCTUYHA LiHHICTb CKPUHIHIY BU3HAYaETbCH 5K Bif-
HOLLEHHs KinbkocTi aiten i3 BITIKH3 po 3aranbHoi
KiNbKOCTI aiTen i3 nigemuweHHam pisHa 17-OHP 3a
peaynbTaramu TeCTy.

ABU 3MEHLWUTUN KiNbKiCTb XNOHO-MO3UTUBHUX
pesynbTaTie, Tpeba AoTpUMyBaTU TEPMIHIB i Npa-
BUN 3abMpaHHsA KPOBIi, HAATO Y HEAOHOLIEHNX He-
MoBNAT. [ig yac dopmMyBaHHSA NMNSAMU KPOBI Ha diflb-
TpyBasibHOMY nanepi HeoOxigHO 3abe3neunTn ii
OHOLLIAPOBICTb, OCKiNbKK Mig Yac aHanidy baraTto-
waposoi nasmu nokadHmk 17-OHM Oyae Ginbumm
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Yy CTiNIbKM X pasiB, CKiNlbkK LIApiB KPOBI HAHECEHO
Ha nagmy. Y OOHOWEHUX AiTeN, Ki MaloTb HEOHA-
TanbHi YCKNagHEeHHs (3aTPMMKY BHYTPILLHbOYTPOO-
HOro0 PO3BUTKY, BHYTPILLHbOYTPOOHY iHDEKLIIO,
rinokcito, rinep6inipybiHemito noHan 30 mr/on), pi-
BeHb 17-OHP Takox moxe OyTu nigBuweHum [8,
12, 14, 59, 24, 27, 31, 48, 51]. Kpim uboro, y pasi
BUKOPUCTAHHS IMYHOJIOMNYHUX METOLIB BU3HAYEH-
Ha 17-OHP Big3Ha4YeHO BiOHOCHO cnabky cneum-
®IYHICTb aHTUTIN, @ TakoX NepexpecHy ix peakLito
3 pPi3HUMK CTepoigamMun, 9ki HOBOHapPoOaXeHa ANTU-
Ha Mae y Benukin kinbkocTi [11, 14, 30, 33, 34, 43,
50]. BinbwicTe yYHKLIOHYIO4YMX Mporpam, y ToMy
yucni BnpoBamkeHa B YKpaiHi, BUKOPUCTOBYIOTb SIS
BM3Ha4yeHHs 17-OHP imyHOdDEepMEHTHUI aHanis i3
3actocyBaHHam HabopiB "ANI Labsys-
tems" (PiHnanpia). 3rigHo 3 Hakasom MO3 Ykpai-
Hu Big 29.03.2012 p. Ne 221 "lNpo 3aTBEPOXEHHSA
TUMYACOBOIro NOPSAKY NPOBEAEHHS CKPUHIHIY HO-
BOHAPOKEHNX HA aapPeHOreHiTanbHNUIN CUHOPOM Ta
OUHKM MOro peaynbraTtiB”, peKoOMeHO0BaHO BBa-
XaTu HopManbHUM piBeHb 17-OHP ang poHowe-
HUX HOBOHapomxeHunx Ao 20 Hr/mMmn, ansg HeooHO-
weHnx — o 40-65 Hr/mn 3anexHo Bif TEPMIHY
rectauii [4]. Y kpaiHax, gki BXe mMaloTb TpuBanm
[OCBIA, CKpuHIHIY Ha BIKH3, HOpMaTuBHI piBHI
17-OHP koperysanu BignoBigHO A0 HaLiOHANbHUX
0COBNMBOCTEN, TEXHOMEHHUX i KNiIMaTUYHUX YMOB.
LLi NnOKa3HWKM MalOTb CYTTEBI BIiAMIHHOCTI Yy Pi3HNX
nabopaTtopiax i cknagalTb y cepegHbomy 30-
90 Hmonb/n [25]. Hanpuknapg, J. Berry et al. [14]
MPOMOHYIOTb MOPOroBi 3HayeHHs (cut off) 17-OHP,
wo y 10 pasiB pPi3HATLCS Y HEAOHOLLUEHNX | OHO-
weHunx giten: 20 Hmonb/n i 200 HMONbL/N BiANOBIA-
Ho. OdocnigpxeHHsa B. Olgremo et al. [34] Bu3Ha4a-
I0Tb HOPMAaTKUBHI NokasHukn 17-OHP oo 13,2 Hr/mn
Yy OOHOLWEHNX MantokiB i 39,7 Hr/Mn — y HeOoOHO-
weHumx. S. Ohkubo et al. [33] BBaxaloTb 3a HOpMY
piBHi 17-OHP go 91,5 Hr/mn (8o 31-ro TuxHs rec-
Tauii), 16,2 Hr/mn (32-35-n TUXAEHb), 9,7 Hr/MN
(36-37-1 TvxHi) Ta 8,5 Hr/mn (nicna 37-ro TUXHA
rectauii). D.B. Allan et al. [11] nponoHyOTb Taki
aiarHocTuyHi piBHi 17-OHP 3anexHo Big macu Tina
HOBOHapomxeHux: 165 Hr/mn (meHwe Big, 1,3 Kr),
1385 wr/mn (1,3-1,6 «r), 90 vr/mn (1,7-2,2 «r) i
40 Hr/mn (noHap, 2,2 kr). Y pocnigxeHHi [31] pe-
KOMEH[0BaHO MNPOBOAUTU KOPEKLI0 HOPMATUBY
17-OHP y piten, aki Hapoaunmcs AOCTPOKOBO, 3a
LOMOMOrrol0 iHOEKCY HELOHOLWEHOCTI, KM po3pa-
XOBYETbCH 32 Macol0 Tifla Ta recrtauiiHMM BiKOM
ONTUHW. s o64YNCNeHHs peanbHoro piBHa 17-OHP
aBTOPU PEKOMEHAYIOTb PO34iNUTY BU3HAYEHWI Pi-

BeHb 17-OHP Ha iHOekC HegoHOLEeHOCTi. ABTOpM
BBaXatoTb, WO BUKOPUCTAHHA LbOro MeTody A0-
3BOJIIE 3MEHLUNTU KifbKiCTb XMOHO-MO3UTUBHUX
pe3ynbTaTiB A9 HEAOHOLLIEHUX HEMOBJIAT.

Ina pitent YkpaiHM HOPMaTUBHI MeXi CKPUHIH-
roeoro pieHa 17-OHP we He BignpaubOBaHO, He
BU3HAYEHO rpynn puU3nky PO3BUTKY PISHUX POPM
BIKH3, BigcyTHi anropytMn OjarHOCTUKW i TakTu-
KW NiKyBaHHS AiTeN i3 TPaH3UTOPHOK GOPMOI0
ONCOYHKLIT KOpU HagHUPKOBMX 3ano3d (TOKH3).
Kpim TOro, B YkpaiHi BigCYTHI enioemMionoriyHi gaHi
040 PO3MNOBCKAXEHOCTI Ta 3aXBOPIOBAHOCTI Ai-
Ten Ha BIMH3 y pisHux perioHax.

3 No4yaTKOM HeoHaTaslbHOrO CKPUHIHIY 6araTo
nauieHTiB 3BepTaloTbCs 40 EHOOKPUHOJIOrNIB i3 NpOo-
651emMolo0 nepcucTeHuii nigeuieHoro pieHa 17-OHP
6e3 KniHiYHMx nposieie BFIKH3. Yci KOHTpobHi BU-
MiptoBaHHSA 17-OHP matoTb ouiHIOBaTMCS 3a HOp-
MaTMBHMMM NokasHukamu nabopatopii, Ae BUKO-
HyeTbCA aHani3 [2, 9]. 3a gaHMMK roOpPMOHaNbHUX
nabopaTtopili YkpaiHn, HopManbHui piseHs 17-OHP
Yy OOHOLWEHNX HEMOBNAT 3 5-ro oo 60-ro gHq Big
HapOLXKEHHS Y CUPOBATL KPOBI He nepesBuLLye
5 Hr/mn. Tomy OuTmHa, 9ka nig 4ac noBTOPHOro
0bOCTEeXeHHA Mae BigoxuneHHa piBHA 17-OHP Big
HOpMaTUBHUX NabopaToOpHUX 3HayeHb, NOTpebye
OVHAMIYHOrO CMOCTEPEXEHHS TOPMOHaNIbHUX
MoKa3HuKiB, TeMMiB Pi3NYHOro Ta CTAaTEBOro po3-
BUTKY. Takux nawuieHTiB MOXHa po3noaiinTv Ha ae-
Kinbka rpyn. it nepwoi rpynu y npoueci cno-
CTEPEXEHHS 3a/MLLAI0TLCS 300POBUMN 63 KiHiY-
HUX | nabopaTopHux o3Hak BFKH3 abo matoTb
TAKH3 i3 mepcucTeHuien MnigBULLEHOrO PiBHS
17-OHP po 3-6 micqauis Big HapooxeHHda. P. Ca-
varzere et al. [20] nicng npoBeAEeHHS FrEHETUYHOIO
aHanisy B rpyni obctexeHunx i3 TAKH3 He 3apeec-
TpyBanu xonHoro aedekty reHa CYP21, ane ui aaHi
BMMaratTb NoAanblLOro BMBYEHHA. [ aiten gpy-
roi rpynu iCHye MMOBIPHICTb PO3BUTKY BiPWUIIbHOI
dopmu. Ha yac BCTAHOBNEHHS AiarHO3Y L NaLieH-
TN MalOTb OTPUMYBATU NiKYBAHHSA ITIOKOKOPTUKOI -
hamu 3rigHo 3 npoTtokosnom [8]. o TpeTboi rpynu
BXOOATb OiTU, Y 9KNX MOXIMBUNA PO3SBUTOK MNi3HBbOT
HeknacuyHoi ¢opmi BIKH3 i aki yacto € Hocigamm
roMo3mnroTHoi myTauii V281L Ta iHoAi MOXYTb MaTu
reTepo3uroTHi myTtauii reHa CYP21, ogHa 3 aKuUx
nputTamMaHHa HeknacuyHin dopmi BIKH3, iHwa —
KnacuyHii opmi xeopobu, Lo 0OYMOBIIOE HE3HAY-
He 30inbleHHs piBHa 17-OHP nig yac CKpUHiHry
[5, 9, 20, 23, 45].

IHWwa npobnema, WO BUHMKAE Nifg, Yac npose-
[EHHS CKPUHIHTY, e XMOHO-HeraTuBHi NOKasHMKN
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17-OHP. OCHOBHOIO MPUYMHOIO LbOro MOxe ByTu
NPUNMaHHA MaTip'to FOPMOHaJIbHUX Npenaparis aig
NiKyBaHHSA eKCTpareHitanbHOI nNaTonorii (akTUBHI
aBTOIMYHHI Ta peBMaTU4Hi NpoLecn, BpoHxianbHa
acTtMa Touwoe) abo 3 MeTol nNpodinakTuku pecni-
paTopHOro AUCTPEeC-CUHAPOMY nioja y pasi 3a-
rposun nepegyvyacHux nosnorie. 3a gaHumu nitepa-
Typu, y 7-10% BmnaakiB BariTHi y kpaiHax €sponu
Ta [MiBHIYHOT AMEpUKN OTPUMYIOTb [JIIOKOKOPTU-
koign [38, 43]. B YkpaiHi, 3rigHO 3 HOpMaTUBHUMU
JOKYMeHTaMu [7], KOXXHa nopoainng, gka mae pu-
31K rnepea4yacHux nosoris, Mae oTpuMyBaTu Tepa-
nito KOPTUKOCTEpOoigamMmu (oekcameTa3oH abo beTa-
MeTa30H) npoTarom 2 aid y no3i 24 mr. Takox B
YKpaiHi iCHye npaxkTtuka npuaHadyeHHs BaritTHUM 3
aBULLLAMU TiNnepaHaporeHii 4O 3aBepLUEHHS BariT-
HOCTIi BiHOCHO HEBUCOKUX A03 MOKOKOPTUKOIAIB
(3a3BMyanm gekcameTasoHy). 3a Takux yMOB Nif, Yac
HeoHaTanbHOro ckpuHiHry Ha BI'KH3 icHye Bucoka
MMOBIPHICTb OTPUMaHHA XMOHO-HEraTUBHUX MOro
pesynbTaTiB BHAC/IAOK 3HMXEHHS MOKa3HMUKIB
17-OHP y HemoBnaT i3 BIKH3.

LLle ogHi€eld NPUYMHO OTPUMAHHSA XMOHO-He-
raTMBHUX Pe3ynbTaTiB CKpPUHiHIY Ha BIKH3 € Ha-
SBHICTb Y OUTUHW FeHa, WO KOAYE peuentop A0
rntokokopTukoigis (GR) Ta 06ymoBntoe nigsuLLeHy
YyTAMBICTb A0 KopTusony (N363S, Bcll). O3Hauve-
HUA TeH y 300POBMX MasiloKiB He BMJMBAE Ha
piBeHb 17-OHP, ane y pasi HaAMIPHOrO CTUMYJIIO-
BaHHS BiCi rinoTtanamyc-rinodi3-H3 y BHYTPILLHbOYT-
pobHMIN nepioa, Wo Mae Mmicue 3a BIKH3, moxe
BinOyBaTMCa xMbHe 3HMXeHHs piBHA 17-OHP nig,
4yac NPoOBEeAEHHS CKPUHIHTY. 3a UMX yMOB ANTUHA 3
KNiHiYHUMU 03Hakamu BIKH3 mae nomipHy Bipuni-
3auito reHitanin (I-1l ctynens 3a lNpagepom) i npak-
TUYHO HOpManbHU piBeHb 17-OHP. L naHi Buma-
ratoTb NOAANbLLIOro BMBYEHHSA [32, 36, 41].

IcHye gekinbka cnoco6iB MigBULLEHHSA NO3UTUB-
HOT NPOrHOCTUYHOI LIHHOCTI CKPUHIHTY. 36inbLUueH-
HS rpaHn4HMX 3HadeHb 17-OHP (cut off) npuBene
[0 3MEHLUEHHS KiNbKOCTi XMOHO-MO3UTUBHUX pe-
3ynbTaTiB, NPOTE O4HOYACHO 3HN3NTBLCS YYTIUBICTb
MeToay. 3a Takux ymoB Oyae piarHocTyBaTucs
NnLe TSXKa Cinb-BTpaTHa Gpopma 3axBOPIOBAHHS,
ane 6am3bko 30% BipunbHOi dopmMun He Oyae aiar-
HOCTOBaHO. Bucoki nokasHukn cut off 17-OHP Bu-
KOPMCTOBYIOTb Y NnporpamMax CKpuHiHry LLBseuii Ta
LLsenyapii, Wwo nigsumMno rno3UTUBHY MPOrHOC-
TWUYHY MOro UiHHICTb A0 24% i 50% BignosigHo,
ane 3HM3UNo0 4YyTauBICTb mMeTony Ao 92-97% [5,
45]. 3rigHoO 3 HaWKVMK JaHUMK, 3a pesynbTaTtamMmm
ckpuHiHry 2012 poky y KwuiBcbkilhi obGnacTi iioro

NO3UTMBHA MPOrHOCTUYHA UiHHICTb cknana 1,6%.
Y micTi Knesi 3a 4 micaui ckpuHiHry Ha BITKH3 6yno
BUSBIeHO 788 BuNaakiB NepBMHHO MiABULLLEHUX
piBHiB 17-OHP, nicna nNpoBeAeHHS pe-CKPUHIHTY
nuwe 38 i3 uMx HOBOHAPOOXKEHMUX, AKi HE MaloTb
KniHiYHMX o3Hak BIKH3, sanuwatoTtbca nig, cno-
CTEPEXEHHAM OUTAYUX €HOO0KPUHONOrIB.

IHWKYM Nigxoaom A0 NiaBULEHHA cneumdivyHOCTI
HEOHATaJIbHOrO0 CKPUHIHIY € NPOBEAEHHS pe-Tec-
TyBaHHS HOBOHapOAXXeHUM Ha 7-10-Ty goby XuT-
T4, @ HEOOHOLIEHUM — MiCNs OOCATHEHHS HUMWU
36 TMXHIB recTauinHoro Biky. 3rigHO 3 gaHUMWU fi-
Tepatypwu, nigBuLLeHHA piBHa 17-OHP nig yac pe-
TeCTyBaHHS TpanngeTbes nuwe y aiten i3 BIKH3.
[MpoTe nicng pe-TecTyBaHHA 3anuwialoTbed Big 1%
0o 8% piten, y akmx piseHb 17-OHP HepocTaTHLO
3HUXYETbCS | AKi NOTPebyloTb NOAANbLLLIOro Crno-
cTepexeHHsa [5, 20, 40].

BukopuctaHHA Ha OpyromMmy eTani CKPUHIHTY
BinbL cy4acHUX MOro MeToauK A03BonAnno 6 cyT-
TEBO NIABULLINTUY YYTNMBICTb NPOLEeaypU Ta pesyib-
TaTUBHICTb CaMOro CKpPUHiHry. TaHaeMHa Mac-crek-
TpomeTpia (TMC) € cydacHMM METOOO0M PO3aiNeH-
HA CTepoiAdiB, WO MOXYTb AaBaTU MepPeEXpPECHI
peakuji. Llen meTon i3 BMCOKOIO e(dEKTUBHICTIO
BukopucToByeTbcs y CLLIA Ta mesdkux kpaiHax €B-
ponwn. Tak, cepen, aHanisiB i3 NiABULLEHNM PIiBHEM
17-OHP, BM3Ha4YeHM 3a JOMOMOrO0 iMYHOMOr Y-
HUX MeToaiB, 651M3bko 40% BUSBMINCSA HOPMaslb-
HUMW 3a pes3ysibTaTaMy MyJbTUCTEPOILHOro aHa-
nigy 3 BukopuctaHHam TMC. Ane Hanbinbw edek-
TUBHUM € PO3PaxyHOK CNiBBIAHOLUEHHS CTepOiaiB.
Tak, BM3HA4YeHHS BiOHOLIEHHA CYMW MOKa3HUKIB
17-OHP i aHaopoCTeHAIoHY A0 PiBHS KOPTU3011Y, LLO
BUKOPWUCTOBYBAIOCS Mif, Yac CKPUHiHry y wraTti Mi-
HecoTa, 30iNbLUWI0 NO3UTUBHY MPOrHOCTUYHY LLiH-
HicTb MmeToay 3 0,64% 0o 7,3%. A BU3HAYEHHA CTe-
poigHoi crnonykn 21-ae30KCMKOPTU301y, PIiBEHb
SIKOi 3HAYHO NigBULLEHO nuwe y aiten i3 gediun-
TOM 21-rigpokcunasu, a TakoX po3paxyHoK BigHO-
LWEeHHa cymu nokasHukiBs 17-OHP i 21-rigpokcu-
KOPTM30Jly OO0 KOPTU30Jly, BU3HAYEHUX METOO0M
TMC, B 0OHOMY HiMeLbKOMY AO0CIOXEHHI 003BO-
NN0 36iNbWNTY NPOrHOCTUYHY LLIHHICTb CKPUHIHTY
00 100%. Y 3B'93Ky 3 LM Yy Ae9KNX KpaiHaxX Peko-
MeHL0BaHO BukopuctaHHsa TMC gk gpyroro etany
CKpUHIHry [5, 21, 28, 40].

HantouHiwa piarHoctuka BIKH3 npoBoanThCs
3a J0MNOMOrol0 MOJIEKYSIIPHO-FEHETUYHOIO AOCHIA-
XeHHs reHa CYP21, wo koaye depmeHT 21-ria-
pokcunagy. 'eH nokanisoBaHO Ha KOPOTKOMY rJe-
yi 6-1 xpomocomu (6p), BiH mae 10 ek30HIB i TICHO
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3B'aA3aHuin i3 komnnekcom HLA. OcobnusicTio By-
noBu reHa CYP21 e HasBHICTb y 6e3nocepenHin
6nmn3bkocTi nceBno-reHa CYP21P. Obuapa reHn —
CYP21i CYP21P — € BUCOKO FrOMOJIOFYHNUMMU, MPO-
Te aKTUBHMUM € BUKNIOYHO CYP21. TanoemMHa opra-
Hi3aLisg BMCOKO TFOMOJIOTYHUX FEHIB NeXunTb B
OCHOBI YacTUX PekoMOiHaLA MiX HUMMW Yy BUFAS4
3aMileHHs Benmkoro pparmeHTy reHa CYP21 aHa-
NoriyHUM pparMeHToM nceBao-reHa abo nepeHe-
CEHHS pparMeHTiB NceBao-reHa B akTUBHUN TeH
(reHHa koHBepcisa). Hapasi onucaHo noHag 50 my-
Tauin y redi CYP21, npuniomy 6nmn3bko 90% ycix
BMNaaKiB gediunty 21-rigpokcunasv npmnagae Ha
12 HalbBinbL NoWMPEHUX MyTauii, SKi € pesynbTta-
TOM KOHBepcii reHa 21-rigpokcunasum CYP21 i3
nceeno-reHom CYP21P. BUsaBneHO KOPEeNaTUBHUI
3B'A30K MiXX BUAOM MyTaLjii Ta PiBHUMU KNiHIYHHUMN
BapiaHTamn BIKH3 — Big HECYMICHUX i3 XUTTAM
00 TUX, WO MaloTb HE3HAYHI KiHiYHI nposBu. Tak,
ONs Cinb-BTPaTHOI GOPMU XapaKTEepHOIO € HasB-
HICTb Aeneuin i 3Ha4HMX reHHUX KoHBepCin (Q318X,
R356W, 12 spl), ona BipunbHOi GOPMKN — TOUYKOBOI
myTauii /772N. Toukosi myTtauii V281L, P30L, P453S
€ XapakTepHUMU TaKOX OJ19 HeKaCcu4Hoi popmMun
BIrkH3 [1, 2, 3, 5, 9, 10, 22, 23, 35, 45]. Ane 3
ornsay Ha Benuky KinbkicTb depMeHTiB, wo 6e-
PYyTb y4acTb Yy CTepoigoreHesi, 3HauHy KisibKiCTb
BapiaHTiB MyTaLiil Ta ix KoMbiHaLin He AMBHO, WO
Y CBITi KOXHi 2-3 POKM BYEHI BiOKPMBAIOTb HOBI FEHHI
MyTaLii, 9Ki NPU3BOAATb A0 ypaeHHs kopu H3 i3
PO3BUTKOM Pi3HUX PopM i aucdyHkuii. Ha Bigmi-
HY BifL IHLLUMX EBPONENCLKNX KpaiH i 6aratbox KpaiH
CBiTY, B YKpaiHi CbOrofHi BiACYTHS MOXJIMBICTb
LLIMPOKOro reHeTUYHOro aHanidy Ta BUBYEHHS re-
HOTUMHUX ocobnumeocTen BIKH3 ykpaiHcbkoi no-
nynswji.

Hapasi YkpaiHa nepebyBae Ha no4yaTtky LUSxy
[0 CTBOPEHHS e(PEKTMBHOI0, EKOHOMIYHO BUIMAHOMO
CKPUHIHIY HOBOHapoaxeHux Ha BIKH3. Lie Buma-
rae npoBeAeHHA NoganblUnX JOCNIOKEHb 3 METOIO
BWU3HAYE€HHS OCOOIMBOCTEN IPaHUYHUX 3HAYEHb
piBHa 17-OHP y HOBOHapOAXEHUX YKPAiHCbKOi
nonynauii y pisHoMy recTtauinHOMy BiLi, CTBOPEH-
HA aJrOpUTMIB OIarHOCTUKM Ta NiKyBaHHA PISHUX
dOpPM ONCHYHKLIT KOPU HAOHUPKOBUX 3a/103.
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PE3IOME

Mpo6seMbl HEOHATaNbHOINO CKPUHUHIa Ha
BPOXAEHHYIO rMnepnjia3mio KOpbl HAANOYEe4YHUKOB
H.B. 3enuHckasa, H.J1. lNoragaeBa, €.B. No6a,
J1.B.HugoHTOBa, T.A.OpnoBa

B paboTte npepctaBneH 0630p nuTepaTtypbl 3a
nocnegHne 35 neT, NOCBSALWEHHbLIN Npobnemam guar-
HOCTUKN N NeYeHUs pasHbiXx GOopM ANCHYHKUUK KOPbI
HaMNOYEeYHUKOB Y AETEN, POXAEHHbIX B PasHble CPOKN
rectaumu, B LOCKPUHUHIOBLIA NMEPUOA 1 C Ha4asloM He-
OoHaTanbHOro ckpuHuHra Ha BI'KH. OcBelleHbl dakTo-
pbl, BANSIOLLME HA OCHOBHOWM Mapkep anarHocTikm BIKH —
17-OHP. MNpoaHann3npoBaHbl NPUYNHbBI, NPUBOASALLNE K
JIOXKHO-MONOXUTENbHBIM U JIOXHO-OTPULLATENTbHbLIM
nokadatensam 17-OHP npu npoBefeHUM CKPUHMHIA Y HO-
BOPOXAEHHbBIX U B PAHHEM AeTCKOM Bo3pacTte. Onuca-
Hbl NYTU MNOBbILLIEHWNSA MPOrHOCTUYECKON LEHHOCTU N YyB-
CTBUTENILHOCTM HEOHATaJIbHOrO CKPUHUHIA.

Kniouesble cnoBa: BpOXxaeHHas runepniasmst Kopbl
HagnoO4Ye4YHUKOB, HeoHaTasllbHbI CKPUHUHI, 17-OHP,
HEOOHOLEHHbIe, JOHOLUEHHbIE OETU.

SUMMARY

Problems of neonatal screening on congenital
adrenal hyperplasia
N. Zelinska, N. Pogadayeva, E. Globa,
L. Nifontova, T. Orlova

The article presents a review of literature for the
last 35 years about the problems of diagnostic and tre-
atment of various forms of adrenal dysfunction in pre-
term and term infants before and with the beginning of
neonatal screening on congenital adrenal hyperplasia
(CAH). The factors affecting the main diagnostic mar-
ker of CAH 17-hydroxyprogesterone (17-OHP) are pre-
sented. The reasons that lead to false-positive and fal-
se-negative indicators 17-OPH during the screening of
newborns and in early childhood are analyzed. The ways
of improving the predictive value and sensitivity of the
neonatal screening of CAH are reported.

Key words: congenital adrenal hyperplasia, neo-
natal screening, 17-OHP, preterm, term infants.
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