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AAPEHOFEHMTAJIbHbIA CUHAPOM: COBPEMEHHDIE
ACNEKTbI AUATHOCTMKMW N JIEYMEHMA
M.A. Kapesa

WHCTUTYT fetckov sHaokpuHonorim Oy 3HL|, Mocksa

AnpeHorennTanbHbiti cuHapom (AIC, BpoxaeHHasi AncyHKLMS KOpbl HaanoYyeuyHukos — BAKH, BpoxaeHHasi runepnna3svsi Kopbl Has-
rno4yeyHukoB — BIKH) — rpynna 3aboneBaHunii ¢ ayTOCOMHO-PEeL,eCCUBHLIM TUMOM HaceL40BaHusl, B OCHOBE KOTOPbIX IEXUT Ae@eKkT
0AHOro 13 pepmMeHToB cTepounoreHesa. AI'C BCTpeyaeTcsi OTHOCUTESIbHO YacTo, MPOSIBASIETCS HaAM04YE€YHUKOBOV HEA0CTaTOYHOCTbIO,
HapyLeHnem GopMupOBaHUSs 11018 Win rnpexaeBpeMeHHbIM 0JI0BbLIM PasBUTUEM. be3 CoOTBETCTBYIOLLEN 3aMeCTUTE/IbHON Tepanum
3abosieBaHvie NpeacTasBaseT yrpo3y A5 X1N3HY naumeHTa, 0Co6eHHO B Nepuos HOBOPOXAEHHOCTV. CBOeBpeMeHHas ANarHocTvka v
JleyeHve no3BonsoT obecrneynBaTh NaLUeHTy U ero CeMbe XOPOLLEE Ka4eCTBO XU3HU 1 MOJIHYI0 coumanbHyto agantaumio. C 2006 r. B
Poccum AI'C BktoYeH B nporpammy “HaumoHaibHble MpuopUTETHbIE MPOEKTHI” Y BBEAEH HEOHATaslbHbIV CKDUHUHT.

KntoyeBbie cioBa: aapeHoreHnTanbHbIv CUHAPOM, BPOXAEHHas ANCHYHKLMUS KOPbl HAAMOYEYHUKOB, BPOXAEHHAs rvnepnaasuns Kopbl Haamo-
YeYHNKOB, HaAMOYeYHNKOBAsA HEAOCTaTOYHOCTb, AePUUMNT 2 1-rapoKcuIassl

Adrenogenital syndrome (AGS, congenital dysfunction of adrenal cortex - CDAC, congenital adrenal cortical hyperplasia — CACH) is
a group of autosomal recessive disorders, which are based on a defect of one of the enzymes of steroidogenesis. ACS is a relatively
common, manifested in adrenal insufficiency, a violation of the formation of sex or premature sexual development. Without appropriate
replacement therapy, the disease poses a threat to the patient s life, especially in the neonatal period. Early diagnosis and treatment
allow the patient and his family a good quality of life and full socioenvironmental adaptation. Since 2006, in Russia AGS is included in the
“national priority projects” and neonatal screening is introduced.

Key words: adrenogenital syndrome, congenital dysfunction of adrenal cortex, congenital adrenal cortical hyperplasia, adrenal insufficiency,
21-hydroxylase deficiency

BBepeHue
AnpeHoreHuTaibHbli cuHIpoM (AI'C),

OnucaHo OoJiee NSATUAECCATA MyTaLMMi
9TOTO0 TeHa, NPUBOASIIMX K CHHTe-

NOBaHUS, B OCHOBE KOTOPBIX JIEXKUT
nedekT omHOTO U3 (PePMEHTOB, YJaCTBY-

WU BPOXJEHHAsl TUMepIia3us KOpbl
HannoueuHukoB (BI'KH), sBasercs
OIHUM W3 CaMbIX DPAaCIpPOCTPAHEHHBIX
HaCJIeJICTBEHHbIX MOHOTEHHBIX 3aboJie-
BaHWI, OJHOBPEMEHHO TMPEICTaBISIET
€000#i BADMAHT XPOHUYECKOI MEPBUYHOM
Ha/IMOYEYHUKOBOI HENOCTATOYHOCTU W
IPYIIY MaTOJOTUU TIOJOBOTO PA3BUTHS,
a TakXke MojoBOU nudbepeHIPOBKH.
Kpome Toro, mpobiema AI'C B ctep-
TOil (Hekyaccuyeckoit) opme 3aHMMA-
€T CYHIECTBEHHOE MECTO CPeIM MPUIUH
HapyIIeHUs PETIPOAYKTUBHOTO 3M0POBbS
(becrionue, HeBbIHAILIMBAHUE OepeMeH-
Hoctu). Takum obpazom, ¢ mpoOiemoit
AI'C BcTpeualoTcsi Bpaud pasHBIX CIie-
LIMATbHOCTE: HEOHATOJIOTH, TEeINaTPHI,
SHIOKPUHOJIOTH, THHEKOJIOTU, TeHETUKH.
[MoHnMaH1e OCHOBHBIX TPUHIIATIOB TUA-
THOCTUKU W JieYeHWs] 3TOro 3aboseBa-
HUST BpauyaMM DPa3HBIX CIIEIMATbHOCTEN
SIBIISIETCSI HEOOXOMMMBIM BO M30eXaHUe
CEepbe3HBIX OMMOOK HAa Pa3HBIX ATarax
OKa3aHUST MEAUIIUTHCKON TTOMOTIIH.

KnuHunyeckune BapuaHTtbl AIC

AI'C — rpymnma 3abojeBaHMl C
AyTOCOMHO-PEIIECCUBHBIM TUIIOM HacJie-
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IOIUX B CUHTE3¢ KOPTU30Ja.
B 3aBucumocTu ot depmeHTa, B TeHE
KOTOpOTO uMeeTcsl nedeKT, Ha Cerom-
HSIITHWI T€Hb U3BECTHO CEMb HO30JIOTH-
yeckux BapuaHtoB AI'C:
JTUTIOU/IHAS TUTIEPIIIAa3usl Haamovey-
HMKOB (nedekT StAR-mipoTenHa);
nedunmt P450scc (20,22-gecmonasbi);
nedunnt 3FICI (3B-runpokcucrepou-
JIEeTUAPOTeHA3bI);
nebunur CYP17 (17a-rumpokcuna-
3b1/17,20-111a3b1);
nedunut CYP21 (21-runpoxcunasbl);
neduur  CYP11B1  (11B-ruapok-
CUasbl);
nepuuur POR (P450 oxcupmopenyk-
Tasbl).
Jo 95 % Bcex cnyuaeB AI'C cocTaBisi-
et geduumt 21-ruapokcunassl. [dpyrue
Hozosnornueckue ¢dopmbl AI'C BeTpeua-
I0TCS1 PeIKO.

.

.

.

.

AedexT 21-rugpokcunasbi:
Knaccudpunkaumsa U KIMHU4YecKue
nposiBNeHust

I'en CYP21, xomupylomuit dep-
MEHT 21-ruapokcuiasy, JOKaJIMu30BaH
Ha KOPOTKOM Iuie4ye 6-ii XpOMOCOMBI.

3y (epMeHTa CO CTEMEeHbIO aKTMBHOCTHU
ot 0 1o 60 % [1].

YactoTa BCTpeyaeMOCTH KJIaCCUUYECKUX
BapMaHTOB Ae(uIUTa 21-TUIPOKCUIA3HI,
paccuyMThiBaeMasi o JaHHBIM HEOHATalb-
HOTO CKPWMHUHIA, B Pa3HbIX MOMYJSIIM-
sax Koseonercst ot 1 : 10 Thic. mo 1 : 18
ThIC. HOBOPOXIEHHBIX. Ype3BbluaitHO
BbICOKAsl YaCTOTa BbISIBIEHA B JABYX M30-
JIMPOBAHHBIX MOMYJISIIUSIX: Y 3CKUMOCOB
3anagHoit Ansicku — 1 : 280, u 'y xxuTenei
octpoBa Jla PynboH B MHauiickoM okea-
He — 1 : 2100. YacTroTa HEeK1acCUYECKOTo
BapuaHTa Aeduuurta 21-TUApOKCUIa3bI
3HaunTenbHO Bhie — ot 0,3 mo 0,01 %
B MUPOBOM MOMYyJSIUMA — M JOCTUTra-
er 3,7 % cpenu eBpeeB AmikeHasu. ITo
pe3yJIbTaTaM HeOHaTaJIbHOTO CKPUHWHTA,
BBegeHHoro B Poccun B 2006 1., yactoTta
JAHHOM TaTosorui B MOCKBe coCTaBUIa
1 : 10 ThIC. XMBBIX HOBOPOXAEHHBIX.

HedekT 21-runpokcuassbl TPUBOIUT K
HEeIOCTaTOYHOM MPOIYKIIMU KOPTU30J1a 1
OTBETHOMY ITOBBIIIIEHUIO YPOBHSI CEKpe-
LMY aIpeHOKOPTUKOTPOITHOTO TOPMOHA
(AKTT), yto B cBOIO ouepenb 00YyC/IOB-
JIMBAaeT TUIEPIUIA3UI0 KOPhI HAIIoYey-
HUKOB. [uWmeprura3supoBaHHbIE HAAIO-
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o
KpacHbIV UBeT — pepMeHT 21-rmgpokcunnasa,
CUHWI LBET — COeANHEHMS, KOTOpble HakannnBaloTcs npu aedpuumre 21-rugpokcmnassbl
YEYHUKHU IIPOJOJIKAIOT aKTUBHO CEKPE- TeJIbHOM TEparuu. PazButnio rumnorimke- D,C(I)I/ILII/IT MUHEPAITOKOPTUKOUIOB

TUPOBaTh CTEPOMUJBI, IPEIIICCTBYIONIIE
(bepmeHTaTUBHOMY 0JIOKY — MPOTECTEPOH
u 17-runpokcunporectepor (170HIT), a
TaKKe aHAPOTeHbI, OMOCUHTE3 KOTOPBIX
HE 3aBUCUT OT 21-ruapokcuiasbl (CM.
pucyHox). B pesynbrate umeercst aedu-
LIAT TIIOKOKOPTUKOUAOB (KOPTHU307a) U
MUHEPaJTOKOPTUKOUIOB (aJIbIOCTEPOHA),
a TakXe M30BITOK aHAPOTE€HOB (IETH-
NPO3MUAHIPOCTEPOHA, aHAPOCTEHAUOHA,
TECTOCTEPOHA).

Jeduuut rioKoKOPTUKOUA0B (KOPTHU-
30J1a) TIPUBOIUT K PAa3BUTHIO THUITOTIIN-
KEMUUYECKOTO CUHIPOMA, YTO OCOOEHHO
TSIKEJIO TIPOSIBIISIETCS Y HOBOPOXKIEHHBIX,
HO TakKe MOXET pa3BUBAThCS B JIIOOOM
BO3pacTe TpU HEaneKBATHOW 3aMeCTH-

MUY CTIOCOOCTBYIOT MePEPHIBBI B KOPMIIE-
HUSIX U MHTEPKYPPEHTHBIE 3a00JIeBaHMUS.
Bricokuit ypoenb AKTT, KoTopblit mos-
HUMAETCsI TI0 MeXaHN3My 00paTHOM CBSI3U
B OTBET Ha HU3KUIl YpPOBEHb KOPTHU30JA,
TIPOSIBIISIETCST HAIMYUEM THUIIEPIIUTMEeH-
tauuit. AKTI — oquH U3 MpOU3BOIHBIX
npoormeMenaHokoptuHa (ITIOMK)
[TOMK wumeeT BBICOKOE CPOICTBO K
MeJTaHOKOPTUHOBBIM PEIETITOpPaM, BUACT-
Hoctu K MCRI1 (penienTopy MelaHOLIUT-
CTUMYNUPYIONIETo TopMoHa). bombinoe
konanuectBo AKTI, koHKypupys ¢ Mmena-
HOLIUTCTUMYUPYIOIIUM TOPMOHOM, CBSI-
3bIBAaeTCS C €T0 PELENTOPOM M BBI3BIBAET
TOBBILIIEHNE CHHTE3a MeJlaHWHA B KOXe,
YTO MIPUBOAUT K TUTIEPIIUTMEHTALIUSIM.

(anbmocTepoHa) MPOSIBISETCS CUHIPO-
MOM TOTEPU COJU, KOTOPBIA BKIIIOYAET
CPBITUBAHMS, MACCUBHBIC PBOTHI “(hOHTa-
HOM”, TIOJNIMYPUIO, XaXIy, 00€3BOXMBa-
HUE 1 HU3KOE apTepUaIbHOE TaBJICHUE.
M30bITOK HANMOYEYHUKOBBIX aHIIPOTe-
HOB B SMOPUOHAJIbHbBI ITEPUO/T TPUBOIUT
K BUPWIM3ALMU HAPYKHBIX TEHUTATUN Y
mionoB ¢ KapuoturnoM 46XX. CremneHb
BUPWJIN3ALIMN HAPYXHBIX TEHUTAIUHA Y
JIEBOUYEK BapbUpyeTcs OT 2-1 10 5-i cre-
neuu no wkane [panepa. [Tocie poxne-
HUS U30BITOK HAAMOYEYHUKOBBIX aHIPO-
T€HOB IMPUBOAUT K MPEXKIEBPEMEHHOMY
MOJIOBOMY Pa3BUTHIO MO U30CEKCYaTbHO-
My TUIY y MaJb4MKOB M IO TeTepoCeK-
CYaJIbHOMY THITy Y JIEBOYEK. Y Malbuu-
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KOB YBEJMUYMBAIOTCS pa3Mepbl MOJOBOTO
YjieHa, MOSIBJISIIOTCS 3PeKLUU. Y TeBOUKU
YBEJIMYUBAIOTCS pa3Mepbl KIUTOPA, OTMe-
yaetcs ero HarpstkeHue. K 1,5—2,0 romam
y neteit 060€ero mnoJia MosiBISIIOTCS JI0OKO-
BOE OBOJIOCEHUE, YTPEeBasi Chlllb, rpydeeT
rosioc. B riepBble TOIbl XKU3HU JIMHEMHBIN
POCT YCKOPEH, OIHAKO CTeMeHb KOCTHOM
nuddepeHIUPOBKU OMEepexaeT pocT U
30HBI pOCTa 3aKkpbiBatoTcs K 9—10 romam,
YTO B KOHEYHOM WTOre MPUBOAUT K HU3-
KOPOCJIOCTH.

Knaccudbuxanuga nedbunura 21-rua-
pOKCUJIa3bl OCHOBaHAa Ha KJIMHUYECKOI
KapThHe 3a00JIeBaHUS U BKJIOYAET TPU
KJIUHUYECKHEe (OpPMbI B 3aBUCUMOCTHU
OT BBIPAXXEHHOCTH CHUMIITOMOB: COJIbTE-
PSIOLIYIO, BUPWIBHYI0O W HEKJaccuye-
cKyto. TsKecTb KJIMHUYECKUX TPOSIBIIe-
HUIA OMpeaessieTcsl CTeNeHbI0 CHUXEHUS
aKTUBHOCTH (hepMeHTa 21-TMapokcuia-
3bl. MUHEpPaIOKOPTUKOUIHAS HEIOCTa-
TOYHOCTH (T. €. coibTepsomas Ghopma)
pa3BUBAETCS TOJIBbKO MPU HYJIEBOM aKTUB-
HocTu epmeHTa (oT™Meuaetcst B 60 % Bcex
cmydaeB). [lockonbKky B HOpMme cekpe-
uusa anpaoctepoHa B 1000 pa3 MeHbIIe
CeKpely KopTusona, yxe | % akTuB-
HOCTU (hepMEeHTa OKa3bIBAETCS 1OCTATOY-
HBIM JJIS1 TIOAIEPKaHUSI BOIHO-COJIEBOTO
OayaHca.

Camas Tskenasi U3 HUX — COJIBTEPSIo-
mas QGopma — MposiBIsSETCS C MEPBOTO
Mecsila XU3HU KaK Y MaJIbYMKOB, TaK U y
NIEBOYEK IJIOXMM HabOpOM Beca, PBOTAMU
“(hoHTaHOM”, CPHITUBAHUSIMU, OTCYTCTBU-
€M amnmneTUTa; HApacTaloT TUIEPKATUeMUs
u runoHatpuemus. IloTteps coau npuBo-
IIUT K BBIPAKEHHOM NEeruapaTaluu, KOTo-
pas ycyryonseTcsl YacTbIMU U MACCUBHBIMU
pBoTamu. B oTCyTcTBME Tepamuu MOXKET
HACTYNUTb CMEPTh PeOEHKa B pe3yJbTaTe
KOJUIarca ¥ KapIuOreHHOTO 1I0Ka.

Ilpu conbTepsitomieil U BUPUIBLHOU
(opmax MoBbILIEHHOE KOJIMYECTBO Hal-
MOYEYHUKOBBIX aHIPOr€HOB BHYTPUY-
TPOOHO MPUBOIUT K aKTUBHOW BUPWJIU-
3allUM HApYXHBIX reHuTanuil. K MomeHTy
POXIEHUS Hapy>XKHbIE TCHUTAJIUU JIEBOY-
KU MMET OMCEKCYaJlbHOE CTPOCHUE:
KJIUTOP TUNepTpOoUPOBAH, OTMEYAeTCs
cpalleHre MOUIOHOYHOTO IlIBa pa3iny-
HOI1 cTeneHu. B HEKOTOPBIX cydyasix BHY-
TpUyTPOOHAs aHAPOreHU3ALIMS BbIpaKeHa
HACTOJIbKO CUJIbHO, YTO HapYXXHbIE TeHU-
TQIUU TPAKTUYECKU TOJHOCTBIO COOT-
BETCTBYIOT MYXCKUM U JIEBOYKA OLIMO0Y-
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HO PErUCTPUPYETCS U BOCIIUTHIBAETCS KakK
MQJIbYUK. Y MaJIbUUKOB MPU POXAECHUU
HapyXHble TEHUTAIUU COOTBETCTBYIOT
MOXET OTMeyYaThCsl HEOOJbIlIoE
YBEJIMYEHKE TI0JI0BOTO YJIEHA.

[Tocne poxaeHus CUMITOMBI aHIPOTE-
HU3ALUU Y eTeil 000ero mnojia Hapacra-
I0T. Y I€BOYEK YBEIMYUBAIOTCS pa3Mephbl
KJIUTOPA, OTMEUAETCSl €r0 HaNpsKeHUe.
Y MajbyvKOB YBEJIMUYMBAIOTCS pa3Mephbl
[10JIOBOTO WIEHA, MOSBISIIOTCS 3PEKLUHU.
Kpome Toro, n30bITOK aHAPOTEHOB MPU-
BOIUT K YCKOPEHUIO TeMIOB (usnye-
CKOTO Da3BUTHUS M TPOTPECCUPOBAHUIO
TEMIIOB KOCTHOTO CO3DEBAHUSI.

Hexnaccuueckas ¢opma 3abosieBa-
HUST TIPOSIBIIsIETCST B Bo3pacte 4—35 et
KJIMHAYECKON KApTUHOW TpexaeBpe-
MEHHOTO aapeHapxe (MpexIeBPeMEHHO-
TO TIOSIBIIEHUS TIOJIOBOTO OBOJIOCEHMS).
KinHuyeckux mposiBICHUI Haamnoyey-
HUKOBOI HEIOCTAaTOYHOCTU MpPU ITOMU
(opme He ObIBacT.

noiny,

[AunarHoctuka gecdmuunTta
21-rmppokcunasbl

[MaBHBIM TOPMOHAJBHBIM MapKepOM
MMATHOCTUKU Jeduiura 21-TuapoKCcu-
Ja3bl SIBJISIETCS ITOBBILIEHHBIA YPOBEHb
170HIT B xpoBn |[3].

Bce crepoumHble COenMHEHUS MMEIOT
CXOXYI0 XUMHUYECKYIO CTPYKTypy, YTO
00YyCIIOBIMBACT 3HAYUTEIbHBIA Iepe-
KpPECT MEXIy HMMHU IpPU OIpeneJeHUn
UX KOHIIEHTPALUU B KPOBU. DTO MOXET
BBI3bIBATH OIpEICIeHHbIE TPYIHOCTU B
nuarHoctuke ¢opmbl AI'C. B Hacrosiiee
BpeMsl MaKCHUMaJIbHO# MH(OPMATHUBHO-
CThIO 00J1aaeT METO MYJIbTUCTEPOUTHO-
ro aHajaM3a ¢ TPEALIEeCTBYIOIUM pa3fie-
JICHMEM BCeX CTEPOUIOB C TOMOLIBIO XPO-
Marorpaduu Wi Macc-CIEeKTPOMETPHM.
IIpu ucmonb30BaHMKM TAHHOIO METOnIA
MOXHO HE TOJBbKO OIPEIEIATh TOYHYIO
KOHIIEHTPALIMIO CTEPOUIHBIX COCoU-
HEHWi1, HO M OIIEHWBAThb COOTHOILEHKE
MPEAIIeCTBEHHUKOB U TIPOAYKTOB pa3-
JIMYHBIX (PEPMEHTOB.

Perynsiiust cHTe3a albI0CTEPOHA OCY-
LIECTBISACTCS. PEHUH-aHTMOTEH3UHOBOMI
CUCTEMOIi, TIO3TOMY IIPU COJIBTEPSIO-
meit  ¢opme omnpeaenseTcss MOBbI-
LIEHHBIA YPOBEHb AaKTMBHOCTM PEHMHA
ILIa3MBbl.

JIo HACTYIUIGHMSI 3pbl HEOHATAJIbHOTO
CKPMHMHIA HOBOPOXKIEHHBIX UCCIIEN0BA-
HUe TopMOHaIbHBIX MapKepoB AI'C mpo-

BOIAMJIOCH MPU HAJINYUU COOTBETCTBYIO-
UX CUMNOTOMOB. JluarHoctuka aedu-
uuta 21-ruipoKcuias’sl  MPOBOIMIACH
HOBOPOXXIEHHBIM JI€BOYKaM (C KapHOTHU-
oM 46XX) ¢ HeMpaBUJILHBIM CTPOCHUEM
HapyXHBIX TeHUTAIUA ¥ HOBOPOXIEH-
HBIM MaJIbYMKaM C CUMIITOMaMM CPBITU-
BaHUsl, MoTepeil Beca, 00e3BOKMBAHUEM,
TUIIepKaueMyeil, TUIoHaTpUeMuei, a
Takke MajbyukaM 3—4 JIeT ¢ CUMIITO-
MaMU TpPexXIEeBPEeMEHHOro aapeHapxe,
YCKOPEHHUS pocTa U KOCTHOTO BO3pacTa,
Y KOTOPBIX CJIEAYeT MOo103peBaTh BUPUIIb-
Hylo (hopMy 3a00s1eBaHUSI.

HeoHaTanbHbIN CKPUHUHI
Ha AI'C B Poccun

B 2006 r. B pamKax TporpamMmbl
“HauumoHanbHble MPUOPUTETHBIE MPOEK-
Tel” B Poccum ObUT BBeleH HeOHATalb-
HbIil cKpHUHT Ha AT'C, B COOTBETCTBUU
¢ kotopbM uccienoBanue 17-OHP npo-
BOIUTCSI BCEM HOBOPOXIEHHBIM Ha S-€
CYTKU XU3HU (HEIOHOIIEHHBIM IETSIM —
Mo3:xe).

MonekynsapHo-reHeTU4ecKas
AVarHocTuKa

Uccnenosanue rena CYP21 B
HacTosIlee BpeMsl SBJSETCS JOCTYIM-
HbIM B Poccum u yactonmpumeHsieMbIM
METOJIOM IOATBEPXAAIOIIEH ITUArHO-
ctuku. [lpoBeneHue MOJIEKYISIPHO-
TEHETUYECKOTO aHaji3a U BBISBICHUE
mytauuit B reHe CYP21 mnosBossior
onpeneasath GopMmy 3abosneBaHus, MpPo-
THO3MPOBATh €0 TeUeHUe, a TAKKe OIpe-
NEeTISITh BEPOSITHOCTD POKIEHUST OOILHOTO
pebeHKa, BO3MOXHOCTH TpeHATalbHOM
TIMATHOCTUKY U JICUSHUSI.

FeHeTnyeckoe
KOHCY/IbTUPOBaHue

Kax u npu mobom HaciencTBEHHOM
3a00JI€BAHUU, POAUTENSAM OOJTBHOTO
pebeHKa W COBEpIIEHHOJETHEMY MAalll-
€HTY OOBSICHSIIOT CyTh UMEIOIINXCS TeHe-
TUYECKUX HAPYIIEHU! M BEPOSTHOCTD
pOXaeHUS OOJIbHBIX JeTelt B Oyay1eM.

g Bcex ¢hopm AI'C BO3MOXKHO TpO-
BelleHUE TIPEeHATAIbHON IUATHOCTUKM.
[MpeHaranbHy0 AMATHOCTUKY TPOBOMST
B CeMbsIX, Tme o0a POAMTENS SIBISIOTCS
TeTePO3UTOTHBIMU HOCUTENSIMU JiedhekTa
rena CYP21, kak mpaBuio, yxe uMme-
IoIIKe NeTell ¢ JaHHBIM 3a00JIeBaAHUEM.
[MpuHIMN TpeHaTaNbHOW NUATHOCTUKHU



coctout B uccaenoBanuu JJHK, momyueH-
HOI U3 BODCMHOK XOPMOHA, B3SIThIX METO-
JIOM TIYHKIIMOHHOI Ouoricuu Ha 9—11-i
Heznene OepemeHHoctu. Kpome Toro, B
MOCJeHUE TObI ITUPOKO BHEAPEH METO/
IOPOIOBOI M TPEAMMILIAHTALIMOHHOK
nuarHoctuku AI'C, KOTOpbIi MO3BOJISIET
CYUIECTBEHHO TMOBBIILIATh BEPOSTHOCTb
POXIEHMS 3[I0POBOr0 pedeHKa C MOMO-
1IbI0 METONOB 3KCTPAKOPIOPATIbHOTO
OTIOZIOTBOPEHUSI.

JleyeHune Arc

Bce mauuenTsl ¢ AI'C nmonyyaroT rio-
KOKOPTUKOUJIHYIO Tepanuto. [Ipenapatsl
[JIIOKOKOPTUKOUIOB BO3MELIAIOT Aedu-
LIUT COOCTBEHHOTO KOPTU30Ja U IO
MEXaHU3My OTpULATE]bHONH OO0paTHOM
CBSA3U TIOJABIISAIOT YPE3MEPHYIO CEKpe-
mto AKTT, TeM camMbIM CHUKas BBICO-
KUl YpOBEHb HAAITOYCYHUKOBBIX aHIPO-
reHoB. [lanMeHTBI C COJBTEPSIOIIECH
dopmoii 21-rumpokcunazHoil HemocTa-
TOYHOCTH TIOJNYYalOT JOMOJTHUTEIBHO
K TJIIOKOKOPTUKOWIHBIM TIperaparam
JIEKApCTBEHHOE CPENCTBO C MUHEPAJIo-
KOPTUKOMIHON aKTUBHOCTBIO — (IIy-
JIPOKOPTHU30H.

KIMWHUYECKUA ONbIT [l

CorimacHo MeXIyHapOTHOMY KOH-
CEHCYCY TI0 MUATHOCTHKE W JIEYEHUIO
21-TUApOKCUIA3HON HEMOCTaTOUHOCTU
y nmeteit, mpuHsgtomy B 2002 T. Ha 00b-
emnHeHHOM KoHTpecce EBpomeiickoro
0011IeCcTBa MeNATPOB-IHIOKPUHOIOTOB 1
OO61ecTBa TeANaTPOB-3HIOKPUHOIOTOB
Jloycona Bukunca (CLLA), mpemapa-
TOM BBIOOpA IUIST NIeTeil ¢ OTKPBITHIMU
30HAMU DPOCTa SIBJSIETCS TabOJIETUPOBAH-
HbIl TuapokoptudoH (Kopred), mpu-
HUMAaeMbIil TPOEKPATHO B CYTKM B PaB-
HBIX 032X U Yepe3 paBHbIE TTPOMEKYTKU
BpeMeHu [3]. VY mereii mybGepTaTHOrO U
MOCTITyOEPTATHOTO BO3PacTa BO3MOXKHO
MpUMEHEHNEe MPOJIOHTMPOBAHHBIX Tpe-
MapaTtoB — MPEIHU30JIOHA U JeKCaMeTa-
3oHa. CpenHue 003blI TUIPOKOPTU3OHA
cocrapisiior 10—20 mr/m2 YkazaHHbIE
03Bl BBHINIE, YeM (U3HOIOTHYECKast
cekpeuus Koptusona: 6—7 mr/m> — y
JIeTeli cTaplero Bo3pacra u 7—9 mr/m? —
Yy HOBOPOXIEHHBIX M TPYIHBIX IeTeid
[4]. TlpumeHsiemble cymnpadusuonoru-
YecKHe M03bl TJIIOKOKOPTUKOMIOB TpPU
sneyeHun AI'C HeoOXoouMbl Ui Moja-
BJIEHUSI TUTIEPCEKPEIINM aHAPOTeHOB U
MpenynpexkneHusT pa3BUTUSL  OCTPOI

HaJMOYEYHUKOBOI HEOOCTaTOYHOCTH.
Nmest xopoTkuii mepuoa TMOJTYXU3HU,
TUIPOKOPTU30H OKa3bIBAET MUHUMAJIb-
HOE CYNPECCUBHOE BO3JEHCTBME Ha
MpoLecChl pocTa pedeHKa MO CpaBHE-
HUIO C IPYTUMU TIIOKOKOPTUKOUIHBIMU
npenapaTamu.

CrenyeT OTMETHUTb, YTO OCOOYIO CIIOXK-
HOCTb MPE/ICTABSET MOA00p aNeKBaTHOM
03bl  TJIIOKOKOPTUKOUIOB. KoHTposb
aJieKBaTHOCTM  Tepanmuu  jaeduuurta
21-runpoKcuiassl OCHOBaH Ha TIOKa3a-
TeJsIX (U3MYECKOTO Pa3BUTUS U AAHHBIX
TOPMOHAJIBHOTO 0o0cienoBaHusi. OmHUM
13 OCHOBHBIX TTapaMeTpoB d((HeKTUBHO-
CTM ¥ aNeKBaTHOCTU TTIOKOKOPTUKOUI-
HOIi Teparnuu sIBISIETCS] POCT MAIMEHTOB.
Henocrarounass mo3a TIIOKOKOPTUKOU-
noB He nonasisier AKTI u obycnosiu-
BaeT BBICOKWI YPOBEHb aHAPOTEHOB, UTO
TIPOSIBIISIETCS] BHICOKUMM TEMIIAMU POCTA,
OBICTPBIM TIPOTPECCUPOBAHUEM TEMIIOB
CKEJIETHOTO CO3PEBaHMSI M TIPOTPECCH-
pOBaHMEM TIPU3HAKOB BUPUIBHOTO CHUH-
npoma. KocTHoe co3peBaHme orepexaeT
YCKOpPEHUE TEMIIOB POCTA, YTO TIPUBOTUT
K Hu3Kopociocth. [lepenozuposka rimo-
KOKOPTUKOUIOB TAKXe HETAaTUBHO BIUSI-

BHUMAHUWIO ABTOPOB!

XKYPHAN “"®APMATEKA" BKJIFOYEH B MEPEYEHb BEAYLLUNX PELLEH3UPYEMbIX HAYYHbIX )KYPHAJIOB
M U34AHUN, B KOTOPbIX NYBJINKYIOTCS (HA BECMJIATHOM OCHOBE) OCHOBHbIE HAYYHbIE PE3YJIbTATbI
AVNCCEPTALMIN HA CONCKAHME YYEHbIX CTEMEHEA JJOKTOPA Y KAHOUOATA HAYK

TPEBOBAHUA K NYBJINKALUNAM
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hapmakoTepanuum, MHbOPMaLMS O HOBbIX NeKapcTBeHHbIx cpeacteax (JIC) M TeXHOMOrWsX, OpUrMHambHble NCCNefoBaHuMS,
MOCBSILLEHHbIE KIMHUYECKOMY npuMeHeHuio J1C.
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H  KJIVMHWYECKWUIA ONbIT

eT Ha pOCT pebeHKa: CHIKEHUE CKOPOCTU
pocTa yKa3bIBaeT Ha JUTMTEIbHYIO Tiepe-
103UpoBKY. OO0 M30OBITOYHOM 103€ MOTYT
CBUJIETEILCTBOBATH ObICTpasi MpuUOaBKa B
Bece, MOBBIIICHUE alTeTUTa. AlleKBaTHas
Tepanusi TJIIOKOPTUKOUAHBIMU  TIpe-
nmapataMu obOecreuynBaeT HOPMaJbHbIE
TEMITBl POCTa U KOCTHOTO CO3PEBaHUS
[5]. Bo Bcex myOnuKamusx, MOCBSIIEH-
HBIX aHaIM3y pocta nauueHtoB ¢ AI'C,
KOHEYHBIN POCT MAIlMEeHTOB OKAa3bIBAJICS
HIXKe TIOMYJISIIMOHHOTO WM IIeJIeBOTO
pocra [6—10].

[MoMrMO KIMHWYECKUX NAHHBIX TPU
OLIEHKE a[eKBATHOCTU TEParK KCTIONb-
3yIOT TOPMOHAJbHBIE  TOKAa3aTelu.
OCHOBHBIM KpUTEpUEM SIBISIETCS YpO-
BeHb 170HII cHIBOPOTKM KPOBH; MOXKHO
OPUEHTUPOBAThCS TakXke Ha YPOBEHBb
AHIPOCTEHIMOHA B KPOBU U KCKPEIIUIO
nperHaHTpuoia ¢ Modvoil. [Ipu ropmo-
HaJIbHOM KOHTpOJIE B MPOIIeCCe Teparnuu
CJIellyeT omnacaThCsl CHIDKEHMSI YPOBHS
170HII 10 MUHMMAaJIBHBIX HOPMATUBHBIX
rmokasaresieil — 3KelaTelbHO TOIIePXKU-
BaTh €0 B BEPXHUX TPeIeIaX HOPMbI WIN
HECKOJIbKO BBIIIE HOPMATBHBIX ST BO3-
pacrta 3HaYCHU.

Bce manmeHTsl ¢ combTepsionieit
dopmoit HyXmalTcs B 3aMECTUTEINb-
HOIl Tepanmuy MUHEPATOKOPTUKOMIAMU.
EnuHCTBEHHBIM TIpermapaTtoM ¢ MUHepa-
JIOKOPTUKOUAHBIMUA CBOMCTBAMM SIBIISI-
ercst daynpokoptu3oH (Koptunedd).
CraproBas no3a Koprunedda cocrans-
et 0,05—0,2 mr/cyr [7]. Y HOBOpOXICH-
HBIX JIeTell TOTPeOHOCTh B MUHEPAIO-
KopTHKounax camas Beicokass — 0,1—0,3
Mr/cyT. [pyoHBIM IeTSM B TOTMOTHEHME
k Koptuneddy o6byHO TpebyeTcs
n00aBIeHNe K THIIE XJIOPUCTOTO HATPUS
(moBapeHHO# COJIM) B BHUAE COJEHOM
Bonbl M3 pacueta 1—2 1/cyT. B 6osb-
IIMHCTBE CIyyaeB HEOOXOAMM OBYKpaT-

1. Wedell A. Molecular genetics of congenital
adrenal hyperplasia (21-hydroxylase defi-
ciency): implication for diagnosis, prog-
nosis and treatment. Acta paediatr 1998;
87:245-91.

2. Morel Y, Miller WL. Clinical and molecular
genetics of congenital adrenal hyperplasia to
21-hydroxylase deficiency. Adv Hum Genet
1991,20:1-68.
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Helii mpuem KoptuHedda B yTpeHHME
vacel (7.00) 1 B THEBHOE MM HEMO3IHEE
BeuepHee Bpems (15.00—18.00). C Bo3-
pacToM MoTpeOHOCTh B MUHEPATIOKOPTH -
KOMIaX CHMKAETCS.

Koppekuus no3sl MpoBOAUTCS Ha
OCHOBAaHUM HaJIMYMS KIMHUYECKUX
CUMITOMOB Ae(DUIIMTa MUHEPATOKOPTH -
KOMJIOB: YACTBIX CPHITMBAHU I, 0COOEHHO
“oHTaHMPYIOIKX”, TUIOXOM MPUOaBKU
B BecCe, CHUXKEHHOTO TYpropa KOXH Y
MaJieHbKUX JeTeil, TOIIHOTHI, MJIOXOTO
armeTuTa, pBOThI, HU3KOTO apTepuasib-
HOTO JIaBJeHUs y eTeil bosee cTapiiero
Bo3pacTta. Iy OlIEHKU aaeKBaTHOCTU
U pellleHMs] BOTIPOca O HEOOXOAMMOCTHU
koppekuuu no3bl Koprunedda cyuie-
CTBYIOT OOBEKTUBHBIE J1a0OpPAaTOpPHBIE
KPUTEPUU: O HEOOXOAMMOCTH yBeJInYe-
HMSI O3Bl CBUIETEJ]bCTBYIOT TOBBIIIE-
HME YPOBHSI KaJiusl U CHUXEHUE ypOB-
HSl HaTpus B KPOBU, POCT aKTUBHOCTHU
peHuHa mia3Mmebl [5]. Haubosee uyBcTBU-
TeJbHBIM KPUTEPUEM HEIOCTAaTOYHOM
no3bl KoptuHedda siBasiercss ypoBeHb
pPEHMHA T1a3Mbl, KOTOPBIi HEOOXOIUMO
U3MepPSITh BCEM MallMEHTaM BHE 3aBUCH-
MOCTHM OT HaJIMYUsI CUMITOMOB MOTepU
conu. [TockonbKy MOBBILIEHUE YPOBHS
pEHUHA TMPenlecTBYeT Pa3BUTHIO KJIH-
HMYECKUX CUMIITOMOB TIOTEPU COJIH,
HazHayeHue KopruHedbda nanueHTam
C TOBBINIEHHOW aKTUBHOCTBIO PEHUHA
MTO3BOJIUT TIPEIOTBPATUTDL COJBTEPSIIO-
mmii kpu3. Kpome Ttoro, HazHauyeHMe
MUHEPAJTOKOPTUKOUIHBIX IPENnapaToB
YMEHBIIIaeT MOTPEOHOCTh B TIIIOKOKOP-
TUKOMIAX, CJICOBATEIbHO, NeTaeT BO3-
MOXHBIM TOCTHXEHUE MaKCHMMaJTbHOTO
KoHeyHoro pocTta [11]. KnuHnuyeckumu
CUMIITOMaMH MEPEN03UPOBKM MHUHEpa-
JIOKOPTUKOUJIOB SIBJISTIOTCSI OTEKH, OCO-
OeHHO B 00J1aCTH JnLIa; MoBbIIeHUe A/,
0EeCTOKOWHBI COH U TOJIOBHBIE OOJIN.
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Hapsiny ¢ KoHcepBaTMBHOI Teparm-
eil meBoYKaM C KJTacCUYeCKUMH Gop-
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IbHON KOXU, (hopMHUpOBaHME BXOIa
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BUPWIN3AIMY TEHUTAINN MOXKET TOTpe-
6oBaThCsSI BTOPOI ITam OMEPATHUBHOTO
JIeYeHWsI, BKIIOYAIOIIUN WHTPOUTOILIA-
ctuky. OH ocymiecTBisercss yepe3 1—2
roga TIOC/E HACTYIUIEHUSI MeHapXe, HO
10 HayaJia TOJI0BOH KU3HU.

3aksioueHue

AT'C — onHO 13 HauboJIee YacThIX CpeI
HacJIeICTBEHHBIX 3200JIeBaHUIT SHIOKPHUH-
Hol cucteMbl. CBOeBpeMeHHasT MMarHO-
CTMKA W ajieKBaTHOe JieYeHUe TI03BOJISI-
10T KOMIIEHCHPOBATh HENOCTaTOYHOCTh
YHKIIMM HaAIMOYeYHUKOB W KOPPEKTH-
pOBaTh OTKJIIOHEHWS B TIOJIOBOM pPa3BH-
THM, obOecreunBasl MalUeHTy BBICOKOE
KauecTBO KM3HU, (epTUILHOCTD U Jejast
€ro TIOJTHOIIEHHBIM WIEHOM OOIIecTBa.
BBemenue HeoHATaJLHOTO CKPUHUHTA
CIIOCOOCTBYET OINTUMATBHOMY PEIIeHHIO
BOIPOCa CBOEBPEMEHHON JUArHOCTUKU
U JIeYeHUs].
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