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KAMHNYecKMe pekoMeHAAUMN MO BPOXKAEHHOW AMC(YHKUMM KOPbl HAAMOYEUYHWUKOB y A€Tell COAepXaT KpaTkue CBeAeHMs
no 3MMAEMUOAOTUM, ITUOAOTMM M maToreHedy Bcex c¢opm BAKH. OcobGoe BHMMaHMe yAeAeHO AuarHocTuke Aecpuumta
21-rMAPOKCHAA3bl B PamMKax HEOHATaAbHOTO CKPMHMHTA M BEAEHMIO MALUMEHTOB C paHHel AMArHOCTUKOW 3aboAeBaHMs.
MpeAcTaBAeHbI NOAPOOHbIE CXeMbl 3aMECTUTEALHOW FOPMOHAABLHOM TePanuM 1 NPOTOKOAbI HAOAIOAEHMS! 3a NaLMEHTaMM Pa3HbIX
BO3PACTHbIX rpynn. OcBeueHbl BONPOCHI MPEHATaAbHON W MPEAUMIAAHTAUMOHHON AMATHOCTUKN AechrumTa 21-TMAPOKCHUAA3BI.

KatodeBble croBa: BPOXXA€HHast AMC(ﬁyHKLlMﬂ KOpPbl HAATNO4Y€4HNKOB, aApeHOI'eHMTa/\beIﬁ CHUHAPOM, 3aMeCTHUTEAbHAas TIOKOKOP-
TUKOMAHas Teparius, CYP27, HeOoHaTaAbHbIA CKPUHUHT, NpeHaTtaAbHas AMarHoCTrKa.

Federal clinical practice guidelines on the management of the patients presenting with congenital

adrenal hyperplasia
M.A. KAREVA, 1.S. CHUGUNOV

Endocrinology Research Centre, Moscow, Russian Federation

Clinical practice guidelines on Congenital Adrenal Hyperplasia (CAH) give a brief review of epidemiology, etiology and patho-
genesis of all disease causative steroidogenic defects. Recommendations on neonatal screening and management of early-
diagnosed CAH due 21-hydroxylase deficiency were given in details. We also included the algorithm for the hormonal treatment
and management of the patients of different age. Prenatal and preimplantation genetic diagnosis of 21-hydroxylase deficiency
has been also discussed.
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Omnpenenenne

Bpoxnennas aucyHKOUS KOpPbI HAXNOYEYHHKOB
(ampeHOreHUTAJbHbIA CUHAPOM, BPOXICHHAsS HAaIIO-
YEYHUKOBAsl TUIIepIUIa3us) — rpyIna 3aboneBaHUil C
ayTOCOMHO-PELIECCUBHBIM TUIIOM HaCJeIOBaHUsI, B OC-
HOBE KOTOPBIX JIEXKUT Ae(eKT OAHOro u3 (hepMEeHTOB
WY TPAHCIIOPTHBIX OEJIKOB, MPUHUMAIOIIKMX YUacTue B
OMOCHHTE3e KOPTU30J1a B KOpe HaamouyeuHnkoB. Ha ce-
TOIHSIIHUIA IeHb U3BECTHO 7 (DOPM BPOXKIECHHON IUC-
¢yHKIMM Kopbl HannoyeuHnkoB (BAKH):

— Hedext STAR;

— edumnt 20,22-necmomnassl (1 la-rugpokcunasbl);

— Jeduuut 17a-ruapoxcunasbi/17,20-11assi;

— JledbuumT 3B-ruapoKCUCTepOUIACTUAPOTEHAZHI;

— Heduuut 21-ruagpoKcuiiassl;

— Heduuut 11B-rugpokcunassl;

— He®uuuT oOKCUaopenyKTasbl.

DIMIEMHOIOTHS

Camolit yacroit popmoit BAKH sBnsietcst nepuur
21-tuapokcunasel: Oosee 90% Bcex MALKUEHTOB C
BAKH. YacToTta naHHOro 3abojieBaHUsI B MUPOBOI MO~
MyJSLUWU, pacCUUTaHHAsl MO NaHHBIM HEOHATAJIbHOTO
CKpUHUHTA, cocTaBiseT 1 ciyyaid Ha 14 000 XuBbIX HO-
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BOpoXIeHHbIX. B Poccuu, mo maHHBIM CKpUHUHTA, Ya-
crota cocTtaiisieT 1:9500. YuuTbiBasi ayTocOMHO-pelLiec-
CHUBHBII TUIT HAacJeAOBaHUSI JAHHON MaTOJIOTUU, CYIIe-
CTBYIOT MOMYJISIUU C 60Jiee BBICOKOU ee 4acTOTOM, Ha-
MpuMep HEKOTOpble ATHUYEeCKUe Tpymnmbl CeBepHOro
KaBkaza, rme pacrpocTpaHeHbl OJM3KOPOICTBEHHbBIE
Oopaku. PacnipocTpaHeHHOCTb HEeKJIacCUYeCKoil (hopMbl
necdunmra 21-ruapokcunasbl cocrasisier 0,1—0,2% B
MUPOBOI MOMYJISILIUN, 3HAYUTEBLHO Yallle TaHHast (pop-
Ma BCTpevaeTcsl Cpe/iv eBpeeB-alikeHasn — 1—2%.

Bropoii o yactore dopmoit BAKH sBnsiercs ne-
(urut 11B-ruapokcunassl. B MupoBoii momynsiiuu ya-
cToTa BeTpeuaeMocTu gaHHoit ¢popmbl BJIKH B 10 pas
HIDKE, YeM Kiaccuuyeckux ¢opM aedunura 21-ruapok-
cunasbl. Yactora BcTpeyaeMocTu aeduiura 1 13-ruapo-
kcwnasbl B Poccuu He usydeHa. OcTayibHble (hOPMBI
B KH BcTpeuatoTcs eliie pexe.

Yuumuieas domunupyrouee npeobnadanue degpuyuma
21-eudpokcuna3svl, 0CHOBHASI 4ACMb KAUHUHECKUX DPEKO-
MeHOdayuil omHocumcs kK OUAZHOCMUKe U Ae4eHUI0 UMEHHO
amolti hopmvt BJIKH.
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Tabanua 1. CooTBeTCTBUE reHeTUHeCKoro AehekTa KAMHNYECKO# KapTuHe Aebuumta 21-ruApoKCHAasbI

Myrauus Yacrora aJuieIbHOro BapraHTa Kimmnnueckast opma
Del/large conversion CT
[2splice CT/IIB
R356W CT/TIB
Q318W CT
1172N 1B
V281L HK
P30L HK/I1B

Tpumeuanue. CT — conbrepsitomast hopma, [1B — npocrast Bupunbhas popma, HK — Hexnaccuueckast hopma.

DTHOJIOTHA

[TpuuuHoii Bcex bopm BAKH sBrnsitorcs Mmytanuu B
reHax, OTBEUalolrX 32 CUHTe3 (hepMEHTOB WK KOodep-
MEHTOB CTepOMIOTeHe3a, a Takke B TeHe STAR, Komu-
pymo1ieM 6eJI0K, y4acTBYIOIIUI B TPAHCTIOPTE XOJIeCTe-
pVHA BHYTPb MUTOXOHIPUIA.

I'en, xomupywomuii crepoua-21-ruapokcumnasy,
(CYP21, CYP2IB, CYP2IA2) u TOMOJIOTUYHBII €My
ncesnoreH (CYP21P, CYP21A, CYP21A1P) nokanuso-
BaHbl B HLA-koMmruiekce mexny jgokycamu HLA-B u
HLA-DR Ha kopoTkoM 1jieue 6-i XxpoMocoMbl (6p21.3).
TanneMHast opraHU3aIMsI BBICOKOTOMOJIOTUYHBIX TEHOB
TpeApacIionaraeT K 4acThiM PEKOMOWHAIUSIM MEXIY
HUMU. BobIMHCTBO onrcaHHbIX MyTaruit (90—95%),
TMPUBOISIINX K 2 1-TUIpOKCIIIa3HON HETOCTATOYHOCTH,
SIBJISTIOTCST  PE3YJIbTATOM JIBYX TUIIOB PEKOMOWHAIIWIA
mexay reHoMm CYP21 n nicesnorenom CYP21P. [TepBrrit
MEeXaHU3M — HepaBHBII KPOCCHTOBEP BO BpeMsI MEHO-
3a, IPUBOISIINI K YaCTUIHOM mejeunu reHa CYP21 n
3aMmelrieHuto 6obioro pparmenrta rena CYP21 anano-
ruyHbIM (parmMeHToMm TiceBnoreHa CYP21P. Bropoit
MEeXaHU3M — TaK Ha3blBaeMasi TeHHast KOHBEPCUSI, B pe-
3yJIbTaTe KOTOPOW TIEPEHOCSTCS OYeHb MaJieHbKIUE
(parMeHThI, BKITIOYAOIINE TOUCYHBIE MyTallUU, OOBIY-
Ho npucytcTBytoiue B ricesgoreHe CYP21P, B akTuB-
Hblii e CYP21. B OONBIIMHCTBE TTOMYJISIIINI Ha TOYeY -
HbIE MYyTallMK, OOJIbIIAsT YaCTh KOTOPHIX 00pa3yeTrcsl B
pe3yyibTaTe MUKPOKOHBEPCHUIA, TPUXOIUTCS OKOJIO 75—
80% mnospexnenuit rena CYP21, Ha OoJbliive TeHHbIE
MepecTporiKy (aeneruu M KoHBepcuun) — 20—25%.
Penkue myrtanwu, He SIBISIONIMECS PE3yJIbTaTOM TeH-
HBIX KOHBEepCUii, 00HapyXuBaroTcs B 5—10% mopakeH-
HBIX ajuieieil. Bce aTO OCIOXHSIET TeHEeTUYECKYIO Tha-
THOCTUKY Aeduinrta 21-ruapoKcuassbl.

CymiecTByeT 4eTKas CBsI3b (PEHOTUTTMYECKUX TIPO-
saBieHuit nedunuta 21-rugpokcuiasbl ¢ TUTIOM MyTa-
muu. B Tabn. 1 mpencraBiieHbl pacrpoCTPaHEHHOCTh
YacThIX MyTaluii B Poccuiickoil momynsiiuu U Koppe-
JISUAS TeHOTUIT—deHoTum, 1Mo manHeiM OI'BY DHII
M3 PO. Tlpu coCcTaBHBIX TETEPO3UTOTHBIX MYTAIIMSIX
KJIMHUYECKask KapTUHA OMpENeIeTcs MEHee TSKeI0u
MyTaluen.

ITaTorene3

ITpu Bcex dopmax BJIKH ormevaercs nedumur
KOPTHU30J1a, YTO IO MEXaHMU3MY OTpULIATEIbHOM 00par-
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HOW CBSI3U NMPUBOAUT K MoOBbIlIeHUIO YpoBHSI AKTI 1
TUMEpIIa3uu HaAMOYeYHUKOB. B pesynbraTe cTumyJisi-
MY HAITIOYCYHUKOB ITPOUCXOIUT U30BITOTHOE HAKOII-
JICHUE CTepOUIOB, TIPEAIICCTBYIOMMX (hepMEHTATUBHO-
My Omoky. KiauHudueckas KapThHa Kaxmoil (hopMbl
BAKH o6GycnoBieHa neuLIMTOM TOPMOHOB, CUHTE3
KOTOPBIX HEBO3MOXEH IIPU TAaHHOM (hepMEHTATUBHOM
0JI0Ke, ¥ M30BITKOM HaKAaTUTMBAeMBIX ITPEIIICCTBCHHN -
KOB.

Knunanyeckas KapTuna

IIpu Bcex popmax BAKH mmeerca medpumt Kop-
TH30J1a, YTO MPOSIBIISIETCS CKIIOHHOCTBIO K TUTIOTJIMKE-
MHUYECKOMY CUHIPOMY, OCOOCHHO B CTPECCOBBIX CUTya-
USX Uy TPYAHBIX AeTeil. CriemupruIecKuM CUMIITOMOM
nedumTa KOPTHU30JIa SIBISETCS TUIEPIIUTMEHTAIINS
KOXXHBIX TTOKPOBOB, O0YCJIOBJICHHAS BRICOKM YPOBHEM
MIPOOITMOMEIAaHOKOPTHHA U €T0 IepuBaToB. B KpoBu
omnpenessieTcs noBbilleHHbI ypoBeHb AKTT.

ITpu mexkotoprix dopmax BJAKH (mumownmaas rm-
MepIuIasyusl HaaIMOYeYHUKOB, neuiInT 11a-ruapokcu-
J1a3bl, NeUIUT 3[3-TUAPOKCUCTePOUIICTUAPOTCHAH,
neduuT 2 1-TUapoKCUIa3bl) OTMEYACTCS TeOUIIUT MU -
HEPAIOKOPTUKOUIOB, TIPOSBIISIIONINIACS COIBTEPSIIO-
1M CUHAPpOMOM. HemocTaTok anbmocTepoHa BEI3BIBA-
€T CHIDKEeHUE pepeadbcopOIIny HaTpHsI B TTOYKaX, BCIICI-
crBue yero cHmkaetcs OLIK n AJI. V neteit otMeuaroT-
Csl HEYKpOTHUMasT pBOTa, XXUAKWI CTYJI, OO B XXUBOTE,
naneHue AJl. B xpoBu onpenensieTcd runepkaiveMus,
TUTIOHATPUEMUSI W TIOBBIIIEHNWE aKTUBHOCTUA pPEeHWHA
ruta3Mel (API).

IIpu runepronnyeckux dopmax BAKH (meduuur
17a-ruapokcunasel, nmedunut  11B-rugpoxcwrasbr)
MMEeT MECTO M30BITOK MUHEPATOKOPTUKOUIOB. B kit~
HUYECKOI KapTUHE Ha TEePBHIN TJIaH BBIXOIUT apTepr-
aJbHAsI TUIIEPTEH3USI M CUMIITOMBI TUIIOKATUEMUN —
MBIIIIEYHAS CJIA00CTD, IMTOJTUYPUSI, TTIOTUAUIICUS. B Kpo-
BU ompeaeseTcss HU3kuii yposeHb APII, rumnoxkanue-
MWUS U TUTIEpHATPUEMUS.

IIpu Hexotopeix popmax BJIKH ormeuaroTcst Ha-
PYIIICHWST CUHTE3a TIOJIOBBIX CTePOMIOB KaK B HAIIIO-
YeYHMKAaX, TaK ¥ B TOHagaxX. B aTom ciyJae y manimeHToB
¢ kapuoTuiom 46XY oTMedaeTcst HapylleHue CTPOSHUS
HapyXXHBIX TTOJIOBBIX OpraHoB. B manmpHeiinmeMm y Bcex
ManueHToB U ¢ KapuotunoM 46XX u 46XY pa3oBbercst
TePBUYHBINA TUTIEPTOHATOTPOITHBIN TUIIOTOHAIN3M.
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TabAnua 2. KAvHM4eckasi M ropMOHaAbHasi XapakTepucTuka pasHbix popm BAKH

IS
i

Knunuyekast KapTuHa

T'opMoHaIbHBII MapKep

46XX-HapyKHbIE TEHUTA-
K, GYHKLIMS TOHA

46XY-HapyXHbIe TEHUTAINU,
(YHKIIMS TOHAT

ITonoBbie
CTEPOMIBI

MuHepaio-

KOPTHKOWIBI

Ten

®opma BAKH

Her

N, rMIOroHagu3M

KeHckwue,
TUTIOTOHAIN3M

Cunapom
MOTEPU COJTU

STAR
8pl1.2

CYPI1IAI

Hedexr STAR-npoterHa (Jiunoun-

Has runepruiasus HaﬂHO‘{e‘IHI/IKOB)

Her

N, rMIoroHaan3m

KeHckue,
TUITOrOHAIN3M

CuHapom
MOTEPH COJIU

Hedunut 20,22-necMonasbl

15q23—q24

HC3OKC1/IKOpTI/IKOCTCpOH,

N, rMIIOroHaau3M

TTpomexyTouHble Girxe

AptepuanbHast

CYPI7
10q24.3
HSD3B2
1p13.1

Hedexr CYP17

KOPTUKOCTEPOH

K 2KEHCKHM, TMIIOTOHAANU3M

TUTICPTCH3UA

170H-npernenosnon, JJHEA

IMpoMexyTouHble Oimixe K AS-CTEPOUIIbL: TIPETHEHOJIOH,
KEHCKUM

i Oeptare

[IpoMexyTOUHBIE
C aHIPOTeHU3ALNE B IIy!

CuHapom
ITOTEPH COJIN

Hedexr 3ICI

[TpoMeXyTOUHBII 170HP

Cunupom
riotepu coyu/N

IN

CYP21
6p21.3
CYPI11BI

Hedunut 21-ruapokcuiasbl

11-1OK
11-1€30KCMKOPTUKOCTEPOH

TTpoMeXyTOUHBII

ApTepuaibHast

Heduuut 11B-ruapokcunasbl

TUTICPTECH3UA

8qg21

170HP, nporecteposioH,
170H-nperHeHoIoH

TTpomexXyTouHbII

ITpomexxyTouHbII

N/

POR
7q11.2

HedumT okcnaopeayKTasbl

ITpu tex dbopmax BJIKH, mpu KOTOpbIX CUHTE3 MO-
JIOBBIX CTEPOUIOB HE HapyIleH, CUTyalus oOpaTHasl.
[Ipu kapuotumne 46XX y HOBOPOXKIEHHBIX OIPEIEISICT-
CsI HEMPaBUJIbHOE CTPOCHME HAPYKHBIX ITOJIOBBIX OpTra-
HOB, B NaJibHEHIIIEM HapacTalOT CUMIITOMbBI THIIEpaH-
JIPOTEHUU, KOTOPHIE TIPOSBISIIOTCS Y MAJIbUMKOB CHM-
MNTOMaMU JIOKHOTO TPEXIEBPEMEHHOTO TTOJI0BOTO pa3-
BUTHS, a Y I€BOYECK MPOTrPECCUPYIOT CUMIITOMBI BUPHU-
Juzaumu. BeneactBue M3OBITOUHOIO KOJMYECTBA Hall-
MOYEYHUKOBBIX AHAPOT€HOB MPOMCXOIUT YCKOPEHUE
KOCTHOTO BO3pacTa, 4YTO OOYCIOBIMBACT KOHEUYHYIO
HU3KOPOCTIOCTb.

Knunaunyeckas kaptuHa Bcex ¢opm BJIKH mpen-
cTaBjicHa B Ta0I. 2.

JInarHocTuka

Heonamanwvhuiii ckpunune

PekomMeHnganmmu: HeoHATaJIbHBIM CKPUHUHT ITO3BO-
JIIeT IMarHOCTUPOBATh Kilaccuueckue hopMbl 1eduim-
Ta 21-tuapokcunadel. Ha BTOpoM aTame CKpUHUHTa
(peTecTupoBaHue) TPEANOUTUTENHLHO OIpeAcieHue
MYJIBTUCTEPOUIHOTO CIIEKTpa METOJIOM TaHIEMHOM
MaccC-CIEKTPOMETPUM M PACUYeTHOIO  IOoKa3aTest
(170HP+21 10K /xoptuson) (1++).

Hepuuut 21-ruapokKcuiaasbl MOIXOAUT IJsI MPO-
rpaMMbl HEOHATAJTbHOTO CKPUHWHTA, MTOCKOJIbKY SIBJISI-
€TCSl YaCThIM, IMOTEHIIMAIBHO JIETAIbHBIM 3a00JIeBaHM -
€M, UMeeT YeTKUI1 AMarHOCTUIeCKUI Mapkep 1 adek-
TUBHOE cpenctBo Tepanuu. C 1977 r. cHavaza B 1iTaTe
Ansicka CIIIA, a 3aTeM U B ApYIMX perMoHax BHEIpEeH
TOTaJIbHBIN HeoHaTalbHbIN CKpUHUHT Ha BJIKH. Ero
3¢ dheKTUBHOCTD T0Ka3aHa. HeoHaTaibHasi CMEPTHOCTh
OT COJITEPSIIOLIETo Kp13a B OTCYTCTBUE NMarHo3a paHee
cocrapisia ot 4 1o 10%, HerpaBUJIbHOE OIpeneieHre
noja y aeBouek — g0 10%. Ilocie BHenpeHUs] CKpU-
HUHTa MaibuukKoB U neBovyek ¢ BIKH crano moposHy,
U yacToTa 3a00JieBaHNS TTOBBICUJIACH.

B Poccuu HeoHaTanbHBIN CKPUHUHT TTPOBOIUTCS C
cepeannbl 2006 r., B pe3yyIbTaTe 4ero 4acToTa BCTpeyae-
MOCTM JAHHOTO 3a0oJyieBaHMSI BO3pocia Oosiee 4eM B
2 paza. Kpome Toro, cokpatuics cpok NOCTaHOBKM M-
arHo3a M CTEMeHb TUIIOHATPUEMUM, YTO, IO JAHHBIM
JIUTEePaTyphl, yAydlIaeT B MOCAEAyIOleM 00y4aeMOCTh
JIeTe.

IIpolieaypa CKpMHMHTA BKJIIOYaeT 3a00p KPOBU Y
JIOHOIIIEHHBIX HOBOPOKIEHHBIX Ha 4-¢ CYTKM XU3HHU, Y
HEIOHOIIIEHHbIX — Ha 7—10-e cyTKU U ompefeseHne B
obpasuax ypoBHss 170HP ¢ momolbio crieraibHbIX
HabopoB. Mcnosib3yloTcs pa3Hble TOPOTrOBbIE YPOBHU B
3aBUCHMOCTHU OT Macchl TeJia IPU POXIECHUM, KOTOPbIE
orpefesieHbl 17151 Kaxaoi jgadopatopuu. CeneHus o
MOJIOXKUTETBbHOM pe3yJibTaTe CKPUHMHTA COOOIIA0TCS B
MOJUKJIMHUKY MO MECTY XUTEJbCTBAa pebeHKa, Iocie
Yero MpOMCXOMUT MOBTOPHBIN 3a00p KPOBU IS peTe-
CTUPOBAHUSI.

CorjacHO JaHHBIM JIUTEPATypPbl, IS HETOHOIIEH-
HBIX HOBOPOXICHHBIX TIpafaius IUarHOCTHYECKOTO
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ypoBHs 170HP 06onee nHpopMaTnuBHA, €CJIU TIPOUCXO-
IAT C YIeTOM TeCTallMOHHOTO BO3pacTa, a HE MacChl
TeJia IIPU POKICHUM.

IIpu cymectByromeM B Poccuu mopsinke ckpu-
HUHTa ero MOJIOXKUTEIbHAsI MpencKaszaTeJbHasl 1IeH-
HOCTb KoJiebsietrcs ot 1 10 5%, T.e. cpeu Bcex aeTeil ¢
MOJIOKUTEJbHBIMU pe3yJIbTaTaMU TOJbKO OT | 10
5 ciy4yaeB IMarHo3 MOATBEPXKIAETCS; B OCTAIbHBIX CITIy-
yasgx — pPe3yJbTaThl JIOKHOMOJOXHUTEIbHBIC. B cBsI31 ¢
OOJIBIIIMM KOJIMYECTBOM JIOXKHOITOJIOXMUTEIbHBIX CITY-
YyaeB MPEIJIOKEHO MPOBOIUTH PETECTUPOBAHUE C UC-
MOJIb30BAaHUEM TaHAEMHON  MacC-CIEKTPOMETPUU
(TMC). I1o naHHBIM HEMEIIKIX aBTOPOB, UCITOJIH30Ba-
Hue TMC wu omnpeneineHne pacyeTHOroO IOKa3aTess
(cymma ypoBHeit 170H-nporectepona u 21-ne30kcu-
KOpTHU30Ja, AcJICHHAas Ha YPOBEHb KOPTU30J1a) MTOBHI-
1IaeT MOJIOXUTEIBHYIO IpeacKa3aTeIbHyI0 IIeHHOCTh
10 100%. ITomumo BhIsiBIeHUs neduimra 21-ruapok-
cunasbl, TMC mo3BojisieT IMarHOCTUPOBATh U peaKue
¢dopmbr BAKH.

Hcrnonb3oBaHMe MOJIEKYISIPHO-TEHETUYECKOTO aHa-
JIN3a Ha BTOPOM 3Tare CKPpMHUHTA UMEET CBOU TIPEUMY-
IIECTBa, TaK KakK ITO3BOJISICT HE TOJBKO MOATBEPAUTH
JIMarHO3, HO U Mpenckas3aTh hopMy 3aboseBaHus. Me-
TonoM ajuienb-crienududeckoii [TLP vacTeie myTamum
BhISIBIISIIOTCS B 85—90% cityyaeB. [eHeTUYECKOE TECTH -
poBaHue obxomutcst mopoxke, yemM TMC, 3aHumaeT
0oJIbllle BPEMEHM M HE IO3BOJISIET AMAarHOCTUPOBATh
penkue ¢popmbl BIIKH.

uaenocmuka degpuyuma 21-eudpokcunasvl 6He npo-
yedypul CKpUHUHea

Pekomenmamuu: ropMoOHaJIbHBIM MapKepoMm aedu-
muTa 21-Tuapokcunassl sBiIsieTcs: ypoBeHb 170OHP B
yTpeHHUX mnpodax Kposu (1++). [opMoHaNbHBIM Map-
KepoM AeUILINTa MUHEPATOKOPTUKOUIOB TIPU COJIbTE-
psiroieii (popme SIBJISIETCS MOBBIIIICHNE aKTUBHOCTHU pe-
HUHa T1a3Mbl (1++).

«30JI0TBIM CTaHAAPTOM» B IMATHOCTUKE HEKJIACCH-
YyecKoit popMbl gedunnTa 2 1-rugpokcuiiassl U nudde-
peHLIMaNbHOM TuarHoctuke peakux popm BJAKH aBs-
eTcs TIpoda ¢ CHHAKTEHOM C OIpeAe/ICHUEM IITMPOKOTO
crnektpa crepounoB (1++). 'eHeTnyeckoe TecTUpoBa-
HHUE MPUMEHSIETCsS KaK BTOPOI 3Tall B COMHUTEIbHBIX
CIyJasix ¥ B Ka4yeCTBE CEMEITHOTrO TeHeTMIeCKOro KOH-
cyabTpoBaHus (2+).

IMokazanusa gnsa omnpenencHus ypoBHs 170HP y
JeTeil C 1eIbl0 TMarHOCTUKY necdunnTa 21-TuIpoKcu-
JIa3bl:

— HEMpaBWJIbHOE CTPOCHUE HAPYXHBIX TOJIOBBIX
opraHos npu Kapuotuie 46XX;

— TIOBTOPHBIC CPBHITUBAHUS, TIOTEPsI Beca, MpU3Ha-
KM 9KCUKO32a y TPYIHBIX JETEW NPU HAUIUYUU TUTIEpKA-
JINEMUM B COYCTAaHUM C TUTIOHATPUEMUCIH;

— YCKOpEeHHe pocTa, KOCTHOIO BO3pacTta M Iipe-
JKIEBPEMEHHOE aJipeHapXxe;

— CHMIITOMBI TUIIEPAHIPOTeHUM Y IEBOYECK-ITOMI-
DOCTKOB.
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Ipu xnaccuueckux ¢dopmax BIKH ypoBeHb
170HP B nmecsatku pa3 TpeBbIlIaeT HOPMATUBHBIC TTO-
kazatenu. [Ipu Hekmaccuueckux ¢opmMax M B COMHHU-
TEJIbHBIX CIydasX HEOOXOAMMO IPOBEAEHUE IPOOBI C
cuHakTeHOM (cuHTeTnueckuii aHamor AKTT).

IIpoTokon mpoOLI ¢ CUHAKTEHOM: MCXOOHO OepyT
npody kpoBu i onpenenaecHus 170HP u koptusona,
MOCJIe Yero BHYTPUBEHHO BBOIST 250 MKT TeTpaKo3ak-
tuna (cuHtetnyeckuii anajgor AKTI) B 5 mu ¢usuoso-
TUYECKOTO PACTBOpPA, IPOMOKUTSIBHOCTE WHDY3UU
cocrasisieT 2 MuH. Yepes 30 1 60 MuH GepyT KpOBb IS
noBTopHoro onpeaenenus 170HP u xoptusona.

B HopMe ypoBeHb KOPTH30Ja TIPU CTUMYJISLINHU
npeeiaeT 500 HMob/JT; TIpU 3TOM ypoBeHb 170OHP
He HOOJDKEeH IpeBblaTh 36 HMoub/1. Ilpu medunure
21-tunpoxkcunassl  ypoBeHb 170HP  mpesbilnaer
45 HMoJb/1 (auara3oH oT 36 10 45 HMOJIb/JT SIBJISIETCSI
«Cepoii 30HOI» 1 TpeOyeT JajibHEeHIIel MOATBEePXKIa0-
IIe TUArHOCTUKH).

IIpu orcyrcrBun mnpemnapatoB AKTI kopoTkoro
JIECTBUS BO3MOXKHO MPOBEAEHNE aHAJTOTMYHOM TTPOObI
¢ npenapatomMm AKTI mpojloHrMpoBaHHOTO AEeHCTBUS
(cuHakrteH-nemno). Ilociae BHYTPUMBIIIEYHOTO BBeEIE-
Hus Imi cuHakTeHa (1 MTI) KpoBb IUIST OIpeacIeHUs
170HP n xoptuszona 6epyt yepe3 10—12 u 24 4. Pe-
3yJIbTaThl OLICHMBaOTCs aHaiornyHo TecTy ¢ AKTI ko-
POTKOIO AEUCTBUS.

Ha cdone ctumysnsiium 11ienecoodpa3Ho ONpenessiTh
YPOBHM U JIPYTUX CTEPOMIOB JUISI UCKIIOUEHUS PEIKUX
dopm BIAKH. MakcumanbHylo MH(pOpPMALMIO OaeT
orpenecHre MYJbTUCTEPOUIHOTO TPOGUWIS ¢ TTOMO-
mpio TMC. TIpy COMHUTETBHBIX pe3yIbTaTaxX MPoObI C
CUHAKTEHOM IIPOBOIMUTCS TeHETHYeCKas TUArHOCTHUKaA.
[lepBBIM 3TArIoM OCYIIECTBISIETCS TTOMCK YaCThIX MyTa-
uii BreHe CYP21. BeisiBieHue IByX MyTalMii TTO3BOJISIET
MOCTaBUTD TarHo3. [1pu oOHapyXeHU1 OTHOI MyTalluu
MPOBOIUTCS TOJIHOE ceKBeHupoBaHue reHa CYP21.

[Tpu momo3peHNU Ha COTBTEPSIIONINI CMHIPOM T10-
Ka3aHO MCCJIeIOBaHNE JIEKTPOJIUTOB KPOBU M OIIpeNe-
neHust APII. 'unepkanuemMusi, TMIIOHATPUEMUS U TO-
BoiieHe APIT cBUOETENBCTBYIOT B MOJIB3Y AeduimTa
MHWHEPaTOKOPTUKOUIOB.

l'opmoHanbHBle Mapkepbl peakux dopm BJIKH
MpeaCTaBICHBI B TA0JI. 2.

Jleuenne

Pekomenaanuu: npenapatoMm BbIOOpa ISl JICUSHUS
neteit ¢ BIKH siBnsiercst TabiieTMpoBaHHbBI TMAPOKOP-
Tu30H (1+++). [IpumMeHeHue cuporna ruapoKOPTU30HA
U MPOJIOHTMPOBAHHBIX (POPM MITIOKOKOPTUKOUIOB Y Jie-
Tell B MepUoJ aKTMBHOIO pocTa He nokazaHo (1++).
Bcem netam ¢ conbrepsitonieii opmoit BIKH mokasza-
HO Ha3HauyeHue GIyIpOKOPTU30HA, NETSIM TPYIHOIO
BO3pacTa — MOIOJHUTEbHOE BBEIEHE B TIUILIEBON pa-
LIMOH noBapeHHo# coau (1++).

OCHOBHBIM TPUHUMIIOM Tepanuu Bcex GopM
BAKH siBnsiercst Ha3HaueHMe TJIOKOKOPTUKOWIOB, KO-
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TOpBIC TTO3BOJISIIOT 3aMECTUTH Ne(PUIIUT KOPTU30Jja U
TeM caMbIM TTOAaBUTH M30bITOUHYIO cekpermio AKTT.
B pesynbTaTe cHUzKaeTCs MPOAYKIIMS HAATTOYeYHUKAMU
TeX CTEPOMIIOB, KOTOPBIC CHHTE3UPYIOTCSI B M30OBITKE
MPU KOHKPEeTHOM (hepMeHTaTUBHOM OJioKe. CyIiecTBY-
10T pa3IMYHbIC MEIUKAMEHTO3HBIC TIperapathl, 001ana-
OIIIe TIOKOKOPTUKOUIHON aKTUBHOCTBIO: TIPETHU30-
JIOH, KOPTU30H, IeKcameTa3oH. [IposloHTHpoBaHHbBIC
CUHTETUYECKIE TITIOKOPTUKOUIHBIC ITpernaparsl (Tpen-
HU30JIOH, IEKCaMeTa30H) HeraTUBHO BIUSIOT Ha POCT.
Jlnst neteil ¢ OTKPBITBIMM 30HAMU POCTA, OCOOEHHO
MJIAIIIIETO BO3pacTa, HanboJjee ONTUMAaIbHBIMU TIperia-
paTtaMu CJIeoyeT CYUTaThb TaOJeTHPOBAaHHBIC AaHAJIOTHU
ruapokoptusoHa. [lepBoHauaabHast CyToyHasi 103a M-
JIPOKOPTU30HA, HeoOXomumas ISl TIOAaBICHMS CeKpe-
1 AKTT y mereii 1-ro roga XKM3HU, MOXET TOCTUTATh
20 mMr/m2. B cpeaHeM cyTo4Has 103a TUAPOKOPTU30HA Y
neTeii crapiie 1 roma nookHa coctaBasth 10—15 mr/m2.
IIpenapat naetcs 3 pa3a B IeHb B paBHBIX 103ax (B 7.00,
15.00 u 22.00).

IIpu conbrepsiomeii ¢popme BIAKH Heobxommma
Teparus npenapaToM MUHEPATOKOPTUKOUIOB — (IIy-
NIPOKOPTU30HOM, KOTOPbIii HazHavaetcs B mo3e 0,05—
0,15 mr B cytku (1—2 pa3a B neHb). Y AeTeil TpyIHOTo
BO3pacTa MOTPEOHOCTh B MMHEPAJIOKOPTUKOMIAX BhIIIIE
1 MOXeET mocturathb 0,3 MI B CYyTKM; 03y MOXKHO paszie-
JINTH Ha 3 mpueMa. Y neteii 6e3 KIMHUYECKUX MPOSIBIIe-
HUI COJIBTEPSIIOIIETO CHMHAPOMAa MOXKET OTMeuYaTbCs
CYOKJIIMHMYECKUI Ne(UINUT MUHEPaATOKOPTUKOUIOB,
KPUTEPHEM KOTOPOTO SIBJISICTCS TTOBBIIIICHHBIN YPOBEHD
peHuHa. B Takux ciaydasx TakKe ITOKasaHa Tepamus
(GIYIPOKOPTU3OHOM.

Bedenue nayuenmoes ¢ BJAKH, eviseirennbix npu Heo-
HamanbHoOM CKpUHUH2e

PekomMenmamuu: Tpy MOJOXUTEIBHBIX PE3yJIbTaTax
HeoHaTanbHOTO cKpuHUHTa Ha BJIKH pebeHok momkeH
OBITH OCMOTPEH PHIOKPUHOJIOTOM, KOTOPBIN OIleHUBA-
eT KJIMHUYECKYIO KapTUHY:

— CTPOCHME HapYKHBIX TeHUTAJIUIA;

— HaJW4yue TUMCPIUTMEHTAIIMU WU TUIIOTJIMKE-
MMU B aHaMHe3¢;

— HaJM4ue MPU3HAKOB COJBTEPSIONICTO CUHIPOMA
(9acThie CPBITUBAHMS, TUIOXOI HAOOP MACCHI TeIa, IIPH-
3HAK1 DKCUKO03a).

[Mpy HaMMUUM KIMHWYECKUX MPU3HAKOB MOKa3aHa
TOCIIUTAN3AIMS B OTACICHUE SHIOKPUHOJOTUM C OTIbI-
TOoM BeaeHust HoBopoxaeHHbIX ¢ BIIKH. B crauuonape
orpenensitor ypoBeHb 170HP B CBIBOPOTKE M 371€KTpO-
JIUTHI KpoBH. [1py HATMYMY 3MEKTPOIUTHBIX U3MEHEHU
HauMHAIOT TTapeHTepaIbHOE BBEICHNUE TITIOKOKOPTUKOU-
noB u3 pacueta 100 Mr/M%/CyT U, Ipu HEOOXOIUMOCTH,
MHQY3MOHHYIO Teparnuio (pU3N0JOrMIeCKUM PaCTBOPOM.
B oTcyTcTBHE 3JIEKTPOIUTHBIX M3MEHEHMIT Ha3HAJYaloT
TaOJICTUPOBAHHBIM TUAPOKOPTU30H B CTApTOBOM 103¢
15—20 mr/m2/cyT u yapoxoptusoH 0,05—0,1 Mr/cyT.

B oTcyTcTBUE KIMHUYECKUX MPU3HAKOB MeUInTa
21-Tunpokcuiassl Iejecoo0pa3Ho UcClieJOBaHUE YPOB-
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Hga 170HP B ceiBopotke. Ilpm ypoBHe Oonee
100 HMOJIB/1T CTaBAT nMarHo3 aeduimTa 21-TUIpoKCH-
JIa3bl ¥ HAYMHAIOT TEPaIuio MepopaibHBIM THAPOKOP-
tu3zoHoM. [1pu ypoBHe 170OHP Mmenee 100 HMonb/1 Tpe-
OyeTCsl YTOUHSIIOIIAsl TUAarHOCTUKA C MCIOJIb30BaHUEM
TMC, npoObI ¢ CHHAKTEHOM M/MJIM TeHETUIECKOTO Te-
CTUPOBaHUS.

Bedenue nayuenmos ¢ degpuyumom 21-eudpokcunasvl

Pexomenmpanuu: uennio tepanuu BJIKH sBasercs
Moa00p MUHUMAJIBbHO 3((GEKTUBHON H03bI TITIOKOKOP-
TuKouaoB (1+).

IIpoTtokon HaGmOAEHUS 3a OETbMM IIEPBOrO roma
KW3HU:

— KpaTHOCTb HabOmoaeHus 1 pa3 B 1—3 mec;

— OIpeesIeHe YPOBHSI 3JIEKTPOJIUTOB KPOBH;

— IMHAMMKA MacChl TeJia U ypoBeHb AJl;

— omnpenenenue yposHst 17OHP.

ITpoTokon HaGmoAeHUS 3a IeTbMHU TOMyOepTaTHO-
ro Bo3pacTa:

— KpaTHOCTb HabmoaeHus 1 pa3 B 6 mec;

— ompenesieHUe YPOBHS CKOPOCTH POCTa, TMHAMM--
KM Macchl Tea, AJl, olleHKa CTaauu TMOJIOBOTO pa3BU-
Tus 1o TaHHep;

— KOCTHBIN Bo3pacT (1 pa3 B ron);

— onpexaenenue ypoHs 170HP, Tectocrepona, APIT;

— Y3MU Haanmo4YyeYHUKOB U sruveK (TIpU JUTUTETbHOM
JIeKOMIIeHCAllNN).

I1poTtokon HabGOaEeHKS 32 TOAPOCTKAMMU:

— KpaTHOCTb HaboaeHus 1 pa3 B 3—6 Mmec;

— ompenesieHUe YPOBHS CKOPOCTH POCTa, TMHAMM--
K1 Macchol Tena, AJl;

— OlIEHKa TUHAMMKU TI0JIOBOTO Pa3BUTHUSI;

— KOCTHBII Bo3pacT 1 pa3 B rof;

— onpeneneHue ypoBHsa 170OHP, tectoctepona (st
neBouek), APII;

— Y3U opraHoB MaJjioro Tasa;

— Y3MU HaammoYyeYHUKOB U SuveK (TIpU JUTUTETbHOM
JIeKOMIIeHCAllNN).

Benenue manumeHToB ¢ AedumaToMm 21-rUapOKCH-
JIa3bl TPeOyeT IMOCTOSTHHOTO TTOAIEPXKAHUSI PABHOBECHS
MEXITY M30BITKOM INTIOKOKOPTUKOUAOB (MIPUBOASIIIAM K
Pa3BUTHIO MEIMKAMEHTO3HOTO cuHApoMa KyimHra c
TMoJaBJIeHNEM POCTa, M30BITKOM MAacChl Teja, IMOBBIIIIe-
HueMm AJl) 1 HeTOCTaTKOM ITIOKOKOPTUKOUIOB (TTIPUBO-
ISIIUM K pa3BUTHIO TUTICPAHAPOTCHUM C YCKOPEHUEM
pocTa M KOCTHOTO BO3pacTa M MPOSIBICHUEM BUPIIIM3a-
muu). Llenb ageKkBaTHOTO JeYeHUS — IOA00pP MUHU-
MaJIbHO 3(D(DEKTUBHOI 103bI THAPOKOPTHU3OHA.

JleTr mepBoOro roaa XuW3HU J0JKHBI HAOII01aThCS C
nepuognuHocThio 1 pa3 B 1—3 Mec. Kputepuem anek-
BaTHOCTH 3aMECTUTEIbHOM Teparuu y TPYIHBIX IeTeil B
TIEPBYIO OYepenb SIBISICTCSI KPMBasi MacChl Tea. YIOB-
JICTBOPUTEIBbHBIN HAOOP MacCChI Tejla, OTCYTCTBUE CPbI-
TUBaHUI CBUIETEbCTBYIOT 00 3(p(EeKTUBHOM JICUYCHUU.
Y IpynHbIX IE€TEN €XKEeMECSIYHO OIPENEsIOT 3JEKTPO-
JIUTBI KPOBH, TI0 KOTOPHIM TMOAOUPAETCsS 1032 KOPTH-
Hedda. g APIT He cyliecTByeT YeTKUX KPUTEPUEB Y

MPOBAEMbI SHAOKPUHOAOIMM, 2, 2014

doi: 10.14341/probl201460242-50



nereid 10 1 roga, mo3TOMy JTaHHBIM MOKA3aTelb CIOXKHO
UCIIOJI30BATh [JI1 OLICHKU aIEKBATHOM 3aMECTUTEJIbHOM
Tepanuy MUHEpPaJOKOpTUKOMIaMu. YpoBeHb 170HP
OTIpeAeNIIOT Kaxple 3 Mec I TToadopa 103kl KopTeda.
CrenyeT OTMETUTD, YTO HEIOCTATOUYHOE TTOIaBJICHHUE TH-
TEPaHIPOreHUHN Ha TIEPBOM IOy XXU3HU HE MPUBOIUT K
CYILIECTBEHHOIM MPOrpPecCMU KOCTHOTO BO3pacTa, TOraa
Kak TIepeI03MPOBKa INIIOKOKOPTUKOMIOB B 3TOT MIEPUOT
HETaTUBHO BJIMSET HA KOHEYHbBII pOCT MAlIMEHTOB.

Jetu crapiie 1 roga 10/2KHBI OCMaTpUBAThCSI SHIO-
KpuHosioroM | pa3 B 3—6 mec. [171s1 3101 BO3pacTHOM Ka-
TETOPUHU IETEU Ha IIEPBbIN IUIAH CPpeaIu KPUTEPUEB aleK-
BATHOCTH TE€PANMU BBIXOIAT KpUBasi pocTa U AMHAMUKA
MPOrpeccur KOCTHOTo Bo3pacta. CHUKEHHUE CKOPOCTH
pocTa CBUIETENLCTBYET O MEPEAO3UPOBKE TITIOKOKOPTH -
KOWJOB. YCKOPEHUE POCTA 10 CPABHEHMIO C BO3PACTHBI-
MM HOPMaMHM 1 TIPEBBIIICHNE KOCTHOTO BO3pacTa 0oJjiee
yeM Ha 1 rog 3a 1 rom roBOpSIT O HEAOCTATOYHOM /103e
JIIOKOKOPTUKOUIHBIX MpenapaToB. LleneBbiM ypoBHEM
170HP saBnsieTcs BepXHsis rpaHUIIA HOPMBI. Y T01yoep-
TaTHBIX JeTeil ¥ IEBOYCK-TIOAPOCTKOB MH(POPMATUBHBIM
MOXKET ObITh OIpPEACIEHNE YPOBHS TECTOCTEPOHA, KOTO-
PbIA OTPAXKAET MIMTEJIbHOCTh CYILIECTBYIOIIEH TUIIEPAH-
nporeHun. Hebomblioe nmoseimeHue yposHs 170OHP npu
HOPMaJIbHBIX ITOKA3aTe/IsIX TECTOCTEPOHA He TpeOyeT Mmo-
BBILLIEHUS 103bl TMIIPOKOPTU30HA.

Ocoboro BHUMaHUs TpeOyioT rmoapoctku ¢ BAKH,
MOCKOJIbKY B 3TOT BO3pPACTHOW MEPUOJ OIPEAESIETCS
TOTeHIIMaMbHasI (DepTUIIBHOCTD TTAIIMEHTOB 1 peaanu3y-
eTcs pocToBoil moreHIMan. Ilepemo3npoBKa TIIOKO-
KOPTUKOUIHBIX IIpeIapaToB B ITaHHOU BO3pacTHOM
IpyIine NpUBOAUT K KOHEUHOM HU3KOpOCIOCTU. B cBd-
31 ¢ NyOepTaTHBIMM OCOOEHHOCTSIMM MeTaboIM3Ma
KOPTH30Ja B MOAPOCTKOBOM IIEPUONIE OYEHb CJIOXHO
JIOOUTHCS aIeKBAaTHOTO IMOIABICHUS TUTIEPAHAPOTCHIH,
HE BbI3bIBasl MIPU 3TOM CUMIITOMOB I1€PEIO3UPOBKHU.
ITosTOMy KpaTHOCTb HaOJIIOAEHUSI 3a TOIPOCTKAMU C
BIAKH nomxHa cocraBisith 3 Mec. B maHHOIT Bo3pacT-
HOM TrpyIirne BO3MOXKEH Mepexo/1 Ha MTPOJOHTUPOBAHHbIE
Mpenaparsl TTIOKOKOPTUKOUIOB (TTPEeTHU30JIOH, IeKca-
MeTa30H). Kputepusamu aneKBaTHOCTHU TepaIlvu CIyKaT
NMHAMKKA pOCTa U BECa, a TAKXKE CKOPOCTb MPOrpeccruu
MOJIOBOTO pa3BuThs. Kak rurepaHaporeHusi, Tak U
SITPOT€HHBINA TMIEPKOPTUILIM3M TPUBOMAT K 3aAEPXKKE
MOJIOBOTO Pa3BUTUSI.

B ciyyae mauTenbHOU IeKOMIIEHCAIIUM 3a00JeBa-
HUS HEOOXOIMMO JOMOJHUTEIbHOE oOcnenoBanue. st
WUCKJIIOYEHHUS Pa3BUTUSI BTOPUYHBIX aA€HOM MPOBOJIST
VY3W Haamo4yeyHUKOB. Y MaJTbUMKOB IOIOJHUTECIHHO
MpoBoAAT Y3U siMuex C 1e/Ibi0 BBISIBJICHUS TUIIepILIa-
311 9KTONMPOBAHHON HaAIIOYEUHUKOBOIM TKaHu. Ha-
JINYMEe BTOPUYHBIX aIeHOM B HAATIOYEUHUKAX WU O0b-
€MHBIX O00pa3oBaHMII B SIMUKAX TPEOYeT y:KECTOUCHUS
KOHTpOJISI TUIlepaHAporeHuu. B Takux ciydasx aubo
MOBBILIAIOT 103y TUIPOKOPTU30HA, TUOO MaALlMEeHTA Ie-
pPEBOMIT C TUIPOKOPTH30HA Ha IMPOJOHTMPOBAHHBIE
Mpenaparhbl IIIOKOKOPTUKOUIOB.
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JnvtenpHas mepeno3upoBKa TITIOKOKOPTUKOUIHBIX
MpernapaToB MOXKET BBI3BIBATH OCIOKHEHMUST, K KOTOPBIM
OTHOCSITCSI OXKUPEHUE, TUTICPUHCYIMHEMUS U UHCYIN-
HOPE3UCTEHTHOCTb. B IeTCKOM M MOAPOCTKOBOM BO3-
pacTte B TaKUX CIy4yasx, IIOMUMO KOPPEKIIMU TJIIOKO-
KOPTUKOUIHOI Teparuu, MPUMEHSIETCS TUeTOTeparus
¥ pU3NYECKUE HaTPy3KU.

Bo Bce Bo3pacTHBIE TTepUOIbl, KPOME TPYIHOTO, IS
KOPPEKIIMY MUHEPATOKOPTUKOUIHOM Teparuu HC-
nosb3yeTcs ypoBeHb APIT, KoTopblit HEOOXOIUMO TIO -
JIepXXUBaTh Ha BepXHEW TrpaHMIle HOpMBI. [auTeabHast
Mepeao3upPOBKa MUHEPATOKOPTUKOUIHBIX ITPEIiapaToB
NPUBOAUT K CTOMKOM apTEpUAIILHOM TUIIEPTEH3UU U
CHIDKEHMIO YPOBHSI peHMHa. B Takux ciaydasx cHMIKe-
HHe 1036l KopTruHedda Hy>KHO ITPOBOIUTH IO KOHTPO-
seMm APII, tak kak HopManu3auust A/l MoXeT mpouc-
XOIWUTh MEIVICHHO ¥ MHOTIA TpeOyeT BPEeMEHHOI TUIIO-
TEH3UBHOU Tepanuu (MCIIOJIb3YIOTCS OJIOKATOPHI Kalb-
LIMEBBIX KAaHAJIOB).

IMoBbrmienue APII, gaxke B OTCYTCTBHE 3JEKTPO-
JIUTHBIX M3MEHEHUM, TUKTYEeT HEOOXOMUMOCTh YBEJIM-
YEHMSI 103bI MUHEPATOKOPTUKOUIIOB.

JleuyeHune oCTPBIX COCTOSTHUI

Pexkomennamum: yBeauueHUe MO3bI TTTIOKOPTUKOUIOB
HEoOXOoIMMO y JeTell ¢ KiaccuyeckuMu copMaMu aedu-
ura 21-TUapoKcuiIa3bl NPy MPUCOETUHEHUU UHTEPKY-
PEHTHBIX  3a0ojieBaHWd C  TUIIEPTePMUE BBl
38 °C, mpu racTpo3HTEpUTAX ¢ 00e3BOKMBAHUEM, TIPU XU -
PYPTrUYeCKOM JIEYEeHUU U TIPU cepbe3HbIX TpaBmax (1++).

[ToBbIlIeHNST O3Bl TIIFOKOKOPTUKOUIOB HE TPeOy-
eTCSI TIPU TICUXO3MOIIMOHATBHBIX U (DU3MUECKUX Ha-
rpy3kax (1+).

Hetu ¢ knaccuueckumu dopmamu BJIKH nomkHbI
MMETh Mpu cede nHPOpMaLIMIO O CBOEM 3a00JI€BaHUN U
noyiydaeMoii repanuu (2+).

IIpu pedunure 21-ruapokcuaasbl UMEET MECTO
XpOHMYECKAasl HAATIOYeYHUKOBAasI HEMOCTATOYHOCTb, T.€.
HEBO3MOXHOCTb pearupoBaTh Ha CTpecC aleKBaTHBIM
BBIOPOCOM IIIOKOKOKPTUKOUIOB. DTO JUKTYET HEOOX0-
JMMOCTb TIOBBIIIIEHUS 03Bl TJIIOKOKOPTUKOUIOB B CITy-
yasiX OMepaTUBHOTrO JEUEHUs, JIUXOPAIKU, 00E3BOXM-
BaHUS WIM TSDKeJIoi TpaBMbl. [Ipu MHTEPKYPEHTHBIX
3a00JIeBaHMSIX 103y yBeJnuuBaloT B 2—3 pasa. [1pu pas-
BUTHUU aIpEHAIOBOTO KpK3a TPEOYETCsl MapeHTepaibHOE
BBEICHUE ITIOKOKOPTUKOUIOB.

Huxe npencrtasieHa cxema BeAeHMST MAlUEHTOB C
aZpEeHaAIOBBIM KPU30M.

— T'mapoxkoptuzoH 25—50 MI BHYTPUMBIIIEYHO
(caMocCTOSITeIbHO, 0 TOCTUTATU3ALIN ).

TNocnutanuzanus:

— THUIPOKOPTU30H (TUAPOKOPTU3OH CYCIIEH3US,
cony-kopted) 100 Mr/m? — GoJroc;

— NaCl0,9% + rmoko3a 5—10% 450—500 mi1/m? —
1 4, 3aTeM 2—3 j1/M?/cyT;

— rtuapokoptuzoH 100—200 mr/m2/cyT, BHYTpU-
BEHHO KarejabHo — 1—2 cyT;
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— KOHTPOJIb Kanusl, HaTpus, ToKo3bl, A, YCC —
Kaxnele 2 4;

— HOpMalM3allusl COCTOSIHUSI, KaJlusl, HaTpUsl —
Iepexo/l Ha BHYTPUMBbILIEYHOE BBEACHUE TUAPOKOPTHU-
30Ha C IIOCTEIEHHBIM CHVXKEHUEM U IIEPEX0I0M Ha Iep-
OpaJibHbIE MpeIapaThi;

— KopTuHe(d (@ Ha3HAYAIOT TIPU 03¢ TUAPOKOPTU-
30Ha <50 Mr/cyT.

Xupypruyeckoe jeyeHue

Pekomennaumu: BHE 3aBUCUMOCTU OT CTPOEHMS Ha-
PYXHBIX TTOJIOBBIX OPraHOB Mpu Aeduiute 21-ruapok-
cuia3bl IeTH ¢ KapuoTuiioM 46XX BOCIMTHIBAIOTCS B
JKeHCKOM noJie (2+).

®OeMuHU3UpPYIONIAs TIACTUKA MPOBOAMTCS Ha Tep-
BOM oIy XKW3HU B CIELMaJIM3UPOBAHHBIX CTallMOHA-
pax, UMEIOIIMX OIbIT MPOBENECHUS JAHHOTO JIEYSHUS U
CenUaTU3UPOBAHHYIO KOMaHy XUPYProB, aHECTE3UO-
JIOTOB U BHAOKPUHOJOTOB (2++).

B HacTos1ee BpeMs 1 JeBOYeK ¢ HU3KOU CTere-
HbIO BUpWIM3aLMU (10 3 CTeNeHU Io Kiaaccudukanuu
IIpanep npu HU3KOM MoaCHUHKTEPHOU hopme ypore-
HUTAJbHOTO CHHYCA) PEKOMEHIYETCS OIHOITAITHas
IUTacTUKa, BKJIIOYaloIlas KJIUTOPOIUIACTUKY C COXpa-
HEHUEM COCYIUCTO-HEPBHOIO MyYykKa M MHTPOUTOILIA-
CTUKY. 17151 IeBOYEK ¢ BBICOKOI (hDOpMOI ypOreHUTa b-
HOTO CHHYyCa CPOKU U 0ObEM XUPYyPTruiecKoro BMella-
TeJbCTBA AUCKYTUPYIOTCS. [IpoBeneHre OMHOATaTHO-
ro jJe4eHus B MJIaIEeHYECKOM BO3pacTe MMeeT CBOU
npeuMyniecTBa (BO3MOXKXHOCTb WCIOJb30BaHUS TIpe-
MyUUaIbHOW TKaHU IUISI UHTPOUTOIJIACTUKU) U HENlO-
cratku ((popMUpoBaHUE pyOLIOBOIO CTeHO3a Bjaraju-
1a, Tpedyollero 0y>KupoBaHUs WX IMTOBTOPHOI OIle-
pauuu).

ITpu AByxaTanmHOM JieUeHUU NIEPBbIiA 3TAl, BKIIOYA-
IOIIMIA KIMTOPOIJIACTUKY U (TP HEOOXOAUMOCTH) pac-
CEYEHUE YPOTCHUTAJIbHOTO CUHYCA, BBIMOJHSIETCS Ha
MEepBOM TONy XW3HM, a BTOPOI 2Tall — MHTPOUTOILIA-
CTUKA BBITMOJHSIETCS TIOCIe JOCTUXKEHMSI XOpollei
SCTPOreHu3aluu reHutanuii. TpeOyroTcsl nanbHeIme
HCCIIe0OBaHUs C OLIEHKOW KOCMETUYECKOTro pe3ybTaTa
1 QYHKIIMOHAJBHOU COCTaBJISIONIEH BO B3POCIOM BO3-
pacre.

JlonoanumenvHvle Memoobl AeyeHus

Pekomennaummu: anpeHaJdKTOMUSI  MOXET OBITh
MpeUIoKeHa B PEIKUX CAydasix MaleHTKaM C HEKOH-
TPOJMPYEMON TUIIEpaHAPOTeHUEN 1/Wii OecTuionreM
MPU YCJIOBUU TOCTATOYHON KOMIUTAEHTHOCTHU (2+1).

JlononHUTeNbHOE JieueHue (MMpuMeHeHue nmpernapa-
TOB TOPMOHA POCTa, MPOJOHTMPOBAHHBIX aHAJIOTOB IO-
HaIOTPONUH-PUIU3UHT-TOPMOHA U aHTUAHAPOTEHHBIX
CPEACTB) NOXKHO pacCMaTpUBATBHCS KaK IKCIEPUMEH-
TaJlbHOE U TMPOBOIUTHCS B paMKax KIMHUYECKMX UC-
CJIeIOBaHUI B CIielIMaIu3MPOBAHHbIX LIEHTPaX ¢ pa3pe-
LLIEHUST STUYECKUX KOMUTETOB (2+):

— MPOJIOHTMPOBAHHbIE AHAJIOTM TOHATOTPOMUH-
PWIM3UHT-TOPMOHA MOTYT ObITb Ha3HAYEHBI B clydyae
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MPEXIEBPEMEHHOIO TOHAIOTPONMH3aBUCUMOTIO T10JI0-
BOTO Pa3BUTHUS MIPU HEYIOBJIETBOPUTEIBHOM POCTOBOM
nporHo3e (SDS mpenmonaraeMoro KOHEYHOIO pocCTa
<2,25);

— IpenapaTsl TOPMOHA POCTa MOTYT OBITh Ha3HAYE-
HBI B CcIydae HEYIOBJIETBOPUTEIBHOTO POCTOBOTO IPO-
rHo3a (SDS npearonaraeMoro KoHeuHoro pocra <2,25);

— aHTMAHIPOTEHHBIE MpernapaThl MOTYT OBITH Ha-
3HauYCHBI AEBOYKAM IIPY HEYIOBJIETBOPUTEIBHON KOM-
TICHCAIIMU B ITyOepTaTHBIN TTePUOM IUISI CHUKEHUS JO3bI
TJIFOKOKOPTUKOHUIOB.

OnHUM U3 OCJIOXHEHUI JJIMTEbHON 1EKOMIIEHCa-
uuu BJAKH sgBisieTcst mporpeccusi KOCTHOTO Bo3pacTta.
[Tpu nocTkeHUM ImyoepTaTHBIX MoKa3aTeseit KOCTHOTO
Bo3pacTa y AeTell MOXKeT pa3BUTHCS TOHAIOTPOIMH3A-
BUCHMOE TIpEXKICBPEMEHHOE IMOJIoBoe pa3BuTue. JIist
TMOATBEPXKICHUS TIPEXKIECBPEMEHHOMN aKTUBALIMY CUCTE-
MBI TUITOTaIaMyC-TUTIO(MU3-TOHAIBI TIPOBOIST IIPOOY C
aHajioramMu JoiaubepuHa. B ciydyae HeymoBIeTBOpHU-
TEJIBHOTO POCTOBOrO mporHo3a (SDS koHeyHOro 1mpo-
THO3UpyeMoro pocta <2,25) MOXHO pacCMOTPETb BO-
MPOC O Ha3HAYCHUH MPOJIOHTMPOBAHHBIX aHAJIOTOB IO~
HaIOTPOIIMH-PWIM3MHT-TOPMOHA (mudepenH, JTIOKPYH,
JIEKarenTuI-AeI0) II0 CTAaHIAPTHOMI cxeMe: 3,75 MT BHY-
TpUMBIILIeYHO 1 pa3 B 28 gHEIA.

IIpenaTanbHas IMArHOCTHKA M MPEHATAJIbHAS
Tepanust

PekoMenaamum: npeHaTajabHas IMarHOCTUKA HE SIB-
JIsieTcsl 00s13aTeNIbHOM, MPOBOAUTCS TOJLKO IO KeJa-
HUIO pOAUTENIel B CEMbSX, UMEIOIINX OOJILHOTO peOeH-
Ka, U TOJbKO MPU YCJIOBUU, YTO POAUTESN OyayT mpe-
pbIBaTh 6€peMEHHOCTb OOJIbHBIM TL10A0M (2++).

TIpenaTtanbHas Tepamnus JOJKHA paccMaTpUBaThCS
KaK 2KCIepUMeHTaJlbHasl B paMKax KJIMHUYECKUX MC-
cllefoBaHUI B crielMaIu3UPOBAHHbBIX LIEHTPaX, UMEI0-
IIUX COOTBETCTBYIOIIMI TPOTOKOJ HCCIAEAOBAHUS U
paspelleHne 3TUYecKoro komurera (2++).

st mpoBeaeHus TIpeHaTalbHOM AUarHOCTUKU He-
00X0AMMO 3HATh T€HOTUIN 000UX poauTeneil. JluarHo-
CcTHUKa MpoBoauTcs Ha 9—10-i1 Heesix recTalliu MMyTeM
nonyyeHuss JJHK 13 BopcuH XopuoHa U omnpeaeaeHus
HaJU4YMsI MyTalldii B TeHEe, OTBETCTBEHHOM 3a pa3BUTHE
nanHoi opmel BAKH.

TIpenaTtanbHas Teparnus MIPOBOIUTCS C LIEJIbIO U30e-
>KaTh WIW CHU3UTh CTENEeHb BUPWUJIM3ALMU HapY>KHBIX
TeHUTAJUR y TJIoda XEHCKOro mnoja ¢ Ae@UIUTOM
21-ruapoxcunasbl. JlaHHas Tepanuvsi MPOBOAUTCS JEK-
caMeTa30HOM, KOTOPbIi He MHAKTUBUPYETCS TLIAlleH-
TapHOil 11B3-rHapoKcucTepoOnaIeruaporeHa3oi u mpo-
HUKAaeT B opraHusM 1ioja. ITockoJbKy Teparnus 10JK-
Ha HAaUYMHATbhCS ¢ MOMEHTA YCTaHOBJIEHUSI OEpeEMEHHO-
CTH, KOTJla YpOBEHb KOPTU30JIa Y MJ10Ja OYeHb HU3KUIA,
TO B OIpee/ieHHbIe EPUOIbl YPOBEHb INTIOKOKOPTUKO-
UI0B OyleT 3HAUYUTEIbHO MpeBbIIATh (PU3NOJOrUYe-
ckuii. [TpeHaTanbHas Teparnusl He TTO3BOJIIET U30eXKaTh
B JaJibHEMIIEM MOXU3HEHHOI Teparuu U He SIBJISIETCS

MPOBAEMbI SHAOKPUHOAOIMM, 2, 2014

doi: 10.14341/probl201460242-50



MPO(PUIAKTUKON COJMBTEPSIONINX COCTOSHUIA B MOCIE-
pomoBoM Iepuone. Tepamus rmokasaHa TOJbKO IUIOAaM
JKEHCKOTO T1071a ¢ aeduimtom 21-ruapoxkcuiassl. B ce-
Mbe, UMetollell 60JIbHOTO pebeHKa, BEpOSITHOCTh Oepe-
MEHHOCTH OOJIbHOM neBoYKoi coctasiser 12,5%. Ilo-
CKOJIbKY MpeHaTajbHasi AMarHoCTHKAa BO3MOXKHA TOJIb-
Ko Ha 10-11 Henmene 6epeMeHHOCTH, TO B 87,5% ciydaes
¢ 4—6-i1 1o 10-i1 HemeaM recTally IJI0L OYAET MoJy-
YaThb BBICOKME O3Bl TIIOKOKOPTUKOMIOB. M3BeCTHBI
OTpUILIaTeIbHbIC BO3ICHCTBUS IeKCaMeTa30Ha Ha MaThb
BO BpeMsl 0epeMEeHHOCTH: MaTOJIOrMYecCKuii Habop Mac-
CHI TeJIa, HapYIIIEHUS YIJIEBOMHOTO OOMEHa M PUCK pa3-
BUTUS apTepuaibHOU rurepTeH3un. [lociencTBust paH-
HETro BO3ICHCTBHUS BBICOKMX 03 JeKcaMeTa3oHa Ha
IUTO MaJio M3YyYeHBI, TTO3TOMY IIpeHaTajbHasl Tepamnus
HE MOXET OBITh PeKOMEHIOBaHA ISl BHEIPEHUS B KJIU -
HUYECKYI0 NpakTuKy. TpeOyloTcs naiabHeule uccie-
TIOBaHUSI.

Bo3moxxHO TpoBeneHUe MpeauMIUIaHTAlIMOHHOMN
nuarHoctuku BJIKH. IlpenumiiiaHtauuoHHasi aua-

ANUTEPATYPA

1.  Jedos HU.HU., [lemepkosa B.A. Jletckass 3HIOKpUHOJOTUS. M:
VII-Ipunt 2006. [ Dedov 11, Peterkova VA. Pediatric endocrinolo-
gy. Moscow: UP-Print 2006.]

2. Jledos U.HU., Karunuenxo H.IO., Cemuuesa T.B., Kysueyosa 3.C.,
baxanosa T.JI., Ceeponosa I1.C., [Ipaconoe B.C., [lemepkosa B.A.,
Pybuos I1.M., Twavnakos A.H. MoneKyasipHbIii aHaJM3 reHa
CYP2] y nMalMeHTOB ¢ BPOXACHHON NUCHYHKIIMENH KOPbI Haj-
MOYEUYHUKOB, OOYCJIOBIEHHOU AeGuuuToM 21-ruapokcusasbl.
TTpo6aembl sHpokpuHonoruu 2004; 50(2): 3—7. [Dedov 11, Ka-
linchenko NY, Semicheva TV, Kuznetsova ES, Bakanova TD, Sverd-
lova PS, et al. Molekulyarnyy analiz gena CYP21 u patsientov s
vrozhdennoy disfunktsiey kory nadpochechnikov, obuslovlennoy
defitsitom 21-gidroksilazy. Problemy endokrinologii 2004; 50(2):
3—7.]

3. Jledos U.H., Opaosckuii U.B., Kapesa M.A. u dp. MonexysipHas
JIMarHOCTUKA KJIacCUYecKnX (hopM BPOXIAECHHOW TUCHYHKIMH
KOpbl HAaAMOYEYHUKOB (IedULUT cTepoun-21-TuIpoKcuaasbl)
MeTooM  ajutenb-creuuduyeckoir  [THP.  MonekysipHas
menuiHa 2004; (2): 60—64. [ Dedov 11, Orlovsky 1V, Kareva MA,
et al. Molecular diagnosis of classic forms of congenital dysfunc-
tion of the adrenal cortex (deficiency of steroid 21-hydroxilase) by
application of allele-specific polymerase chain reaction. Moleku-
liarnaia meditsina 2004; (2): 60—64.]

4. Balsamo A, Cicognani A, Baldazzi L, Barbaro M, Baronio F, Gen-
nari M, Bal M, Cassio A, Kontaxaki K, Cacciari E. CYP21 geno-
type, adult height, and pubertal development in 55 patients treated
for 21-hydroxylase deficiency. J Clin Endocrinol Metabol 2003;
88:5680—5688.

5. Barzon L, Maffei P, Sonino N, Pilon C, Baldazzi L, Balsamo A, Del
Maschio O, Masi G, Trevisan M, Pacenti M, Fallo F. The role of
21-hydroxylase in the pathogenesis of adrenal masses: review of
the literature and focus on our own experience. J Endocrinol In-
vest 2007; 30: 615—623.

6.  Bonfig W, Pozza SB, Schmidt H, Pagel P, Knorr D, Schwarz HP.
Hydrocortisone dosing during puberty in patients with classical

congenital adrenal hyperplasia: an evidence based recommenda-
tion. J Clin Endocrinol Metabol 2009; 94: 3882—3888.

MPOBAEMbI SHAOKPUHOAOIMM, 2, 2014

doi: 10.14341/probl201460242-50

THOCTHMKA TpeOyeT MPUMEHEHMSI BCIIOMOTraTeIbHbBIX pe-
MIPOIYKTUBHBIX TEXHOJIOTUI, & MMEHHO 3KTPaKOPIIO-
PaJIbHOTO OIUIOAOTBOPEHUSI C MHTPALIMTOILIA3MATHYC-
CKOI1 MHBbEeKLIMEN ciepMaTo3onnoB. Ha 3-u cytkum (cTa-
nst 6—8 61acTOMEPOB) OTOMPAIOT OAUH OJIACTOMED ISt
reHeTHYeckoro aHanusza. Ilo pesynbraTaM IeHETHYE-
CKOT'O TeCTUPOBAHMUS, KOTOPOE HOJKHO OBITH IIPOBE/IC-
HO MaKCUMMYyM 3a 2 CYT, BBIOMPAIOT SMOPUOHBI, TIPUTO/I -
HBIE UIS TIepeHoca B MarTKy. IIpenuMIuiaHTanimoHHast
MMarHOCTUKA MUHUMM3UPYET PUCK IIPEphIBAaHMUS pas-
BUTHS IIOMA IO TeHETUYeCKUM IpuunHaM. Henocrar-
KaMU MPeNMITIAHTAIMOHHOM TUArHOCTUKU SIBJISIIOTCS
HEeOoOXOAMMOCTb MMPOXOXKIEeHUS JieueOHoro 1ukia DKO
M JIOCTAaTOYHO BBICOKAs CTOMMOCTD ITpoLeaypbl. Puck
MOBPEXICHUS 3MOpPUOHA IIPU IPOBEACHUU IIPEAUM-
IUIAHTALIMOHHOM JAMAarHOCTUKU COCTaBisieT MeHee 1%,
HO OIIMOKM B nuarHocTtuke nocturaioT 10%. Do oby-
CJIOBJICHO OY€Hb MaJIbIM KOJIMYECTBOM I'€HETHYECKOTrO
MaTepwia M CXaTbIMU CPOKaMU Ui T€HETHYECKOTro
aHajuM3a.

7. Burgu B, Duffy PG, Cuckow P, Ransley P, Wilcox DT. Long-term
outcome of vaginal reconstruction: comparing techniques and
timing. J Pediatr Urol 2007; 3: 316—320.

8. Charmandari E, Brook CG, Hindmarsh PC. Why is management
of patients with classical congenital adrenal hyperplasia more dif-
ficult at puberty? Arch Dis Child 2002; 86: 266—269.

9. Charmandari E, Hindmarsh PC, Johnston A, Brook CG. Congenital
adrenal hyperplasia due to 21-hydroxylase deficiency: alterations
in cortisol pharmacokinetics at puberty. J Clin Endocrinol Me-
tabol 2001; 86: 2701—2708.

10.  Clayton PE, Miller WL, Oberfield SE, Ritzen EM, Sippell WG, Spei-
ser PW. Consensus statement on 21-hydroxylase deficiency from
the Lawson Wilkins Pediatric Endocrine Society and the Euro-
pean Society for Paediatric Endocrinology. J Clin Endocrinol
Metabol 2002; 87: 4048—4053.

11.  Cornean RE, Hindmarsh PC, Brook CG Obesity in 21-hydroxylase
deficient patients. Arch Dis Child 1998; 78: 261—263.

12.  Fernandez-Balsells MM, Muthusamy K, Murad MH, Smushkin G, Lam-
propulos JF, Elamin M B, Abu Elnour NO, Elamin KB, Agrwal N, Gal-
legos-Orozco JF, Erwin PJ, Montori VM. Prenatal dexamethasone
use for the prevention of virilization in pregnancies at risk for clas-
sical congenital adrenal hyperplasia due to 21 hydroxylase (CY-
P21A2) deficiency: a systematic review and meta-analyses. Clin
Endocrinol (Oxford) 2010; 10.1111/j.1365-2265.2010.03826.x.

13.  Fiet J, Gueux B, Gourmelen M, Kuttenn F, Vexiau P, Couillin P,
Pham-Huu-Trung MT, Villette JM, Raux-Demay MC, Galons H,
Julien R. Comparison of basal and adrenocorticotropin-stimulat-
ed plasma 21-deoxycortisol and 17-hydroxyprogesterone values as
biological markers of late-onset adrenal hyperplasia. J Clin Endo-
crinol Metabol 1998; 66: 659—667.

14.  Girgis R, Winter JS. The effects of glucocorticoid replacement
therapy on growth, bone mineral density, and bone turnover
markers in children with congenital adrenal hyperplasia. J Clin
Endocrinol Metabol 1997; 82: 3926—3929.

15.  Hagenfeldt K, Janson PO, Holmdahl G, Falhammar H, Filipsson H,
Frisén L, Thorén M, Nordenskjold A. Fertility and pregnancy out-

49



DEAEPAANBHBIE KAMMIHUYECKWE PEKOMEHAALIMN

16.

19.

20.

21.

22.

23.

24.

25.

26.

50

come in women with congenital adrenal hyperplasia due to 21-hy-
droxylase deficiency. Hum Reprod 2008; 23: 1607—1613.

Hargitai G, Solyom J, Battelino T, Lebl J, Pribilincovd Z, Hauspie
R, Kovdcs J, Waldhauser F, Frisch H. Growth patterns and final
height in congenital adrenal hyperplasia due to classical 21-hy-
droxylase deficiency. Results of a multicenter study. Horm Res
2001; 55: 161—171.

Janzen N, Peter M, Sander S, Steuerwald U, Terhardt M, Holtkamp
U, Sander J. Newborn screening for congenital adrenal hyper-
plasia: additional steroid profile using liquid chromatography-
tandem mass spectrometry. J Clin Endocrinol Metabol 2007; 92:
2581—2589.

Lin-Su K, Vogiatzi MG, Marshall I, Harbison MD, Macapagal MC,
Betensky B, Tansil S, New MI. Treatment with growth hormone
and luteinizing hormone releasing hormone analog improves final
adult height in children with congenital adrenal hyperplasia. J Clin
Endocrinol Metabol 2005; 90: 3318 —3325.

Martinez-Aguayo A, Rocha A, Rojas N, Garcia C, Parra R, Lagos
M, Valdivia L, Poggi H, Cattani A. Testicular adrenal rest tumors
and Leydig and Sertoli cell function in boys with classical con-
genital adrenal hyperplasia. J Clin Endocrinol Metabol 2007; 92:
4583—4589.

Matern D, Tortorelli S, Oglesbee D, Gavrilov D, Rinaldo P. Reduc-
tion of the false-positive rate in newborn screening by implemen-
tation of MS/MS-based second-tier tests: the Mayo Clinic experi-
ence (2004—2007). J Inter Dis Metabol 2007; 30: 585—592.

Merke DP, Keil MF, Jones JV, Fields J, Hill S, Cutler GBJr. Flu-
tamide, testolactone, and reduced hydrocortisone dose maintain
normal growth velocity and bone maturation despite elevated an-
drogen levels in children with congenital adrenal hyperplasia. J
Clin Endocrinol Metabol 2000; 85: 1114—1120.

Meyer-Bahlburg HF, Dolezal C, Baker SW, Carlson AD, Obeid JS, New
MI. Cognitive and motor development of children with and with-
out congenital adrenal hyperplasia after early-prenatal dexameth-
asone. J Clin Endocrinol Metabol 2004; 89: 610—614.

Miller WL. Genetics, diagnosis, and management of 21-hydroxy-
lase deficiency. J Clin Endocrinol Metabol 1994; 78: 241—246.

Moran C, Azziz R, Carmina E, Dewailly D, Fruzzetti F, Ibariez L,
Knochenhauer ES, Marcondes JA, Mendonca BB, Pignatelli D,
Pugeat M, Rohmer V, Speiser PW, Witchel SE 21-Hydroxylase-
deficient nonclassic adrenal hyperplasia is a progressive disorder:
a multicenter study. Am J Obstet Gynecol 2000; 183: 1468—1474.

New M1, Carlson A, Obeid J, Marshall I, Cabrera M, Goseco A, Lin-
Su K, Putnam AS, Wei JQ, Wilson RC. Prenatal diagnosis for con-
genital adrenal hyperplasia in 532 pregnancies. J Clin Endocrinol
Metabol 2001; 86: 5651—5657.

New MI, Lorenzen F, Lerner AJ, Kohn B, Oberfield SE, Pollack
MS, Dupont B, Stoner E, Levy DJ, Pang S, Levine LS. Genotyping
steroid 21-hydroxylase deficiency: hormonal reference data. J Clin
Endocrinol Metabol 1983; 57: 320—326.

27.

28.

29.

30.

31

32.

33.

34.

35.

36.

37.

38.

Nordenstrom A, Thilén A, Hagenfeldt L, Larsson A, Wedell A. Gen-
otyping is a valuable diagnostic complement to neonatal screening
for congenital adrenal hyperplasia due to steroid 21-hydroxylase
deficiency. J Clin Endocrinol Metabol 1999; 84: 1505—1509.

Pang SY, Wallace MA, Hofiman L, Thuline HC, Dorche C, Lyon IC,
Dobbins RH, Kling S, Fujieda K, Suwa S. Worldwide experience in
newborn screening for classical congenital adrenal hyperplasia due
to 21-hydroxylase deficiency. Pediatrics 1998; 81: 866—874.

Speiser PW, Agdere L, Ueshiba H, White PC, New MI. Aldosterone
synthesis in salt-wasting congenital adrenal hyperplasia with com-
plete absence of adrenal 21-hydroxylase. N Engl J Med 1991; 324:
145—149.

Speiser PW, Azziz R, Baskin LS, Ghizzoni L, Hensle TW, Merke DP,
Meyer-Bahlburg HF, Miller WL, Montori VM, Oberfield SE, Ritzen
M, White PC. Endocrine Society. Congenital adrenal hyperplasia
due to steroid 21-hydroxylase deficiency: an Endocrine Society
clinical practice guideline. J Clin Endocrinol Metabol 2010; 95: 9:
4133—4160. doi: 10.1210/jc.2009-2631.

Speiser PW, Dupont B, Rubinstein P, Piazza A, Kastelan A, New MI.
High frequency of nonclassical steroid 21-hydroxylase deficiency.
Am J Hum Genet 1985; 37: 650—667.

Speiser PW, Dupont J, Zhu D, Serrat J, Buegeleisen M, Tusie- Luna
MT, Lesser M, New MI, White PC. Disease expression and mo-
lecular genotype in congenital adrenal hyperplasia due to 21-hy-
droxylase deficiency. J Clin Invest 1992; 90: 584—595.

Stikkelbroeck NM, Beerendonk CC, Willemsen WN, Schreuders-
Bais CA, Feitz WF, Rieu PN, Hermus AR, Otten BJ. The long term
outcome of feminizing genital surgery for congenital adrenal hy-
perplasia: anatomical, functional and cosmetic outcomes, psy-
chosexual development, and satisfaction in adult female patients.
J Pediatr Adolesc Gynecol 2003; 16: 289—296.

Therrell BL Jr, Berenbaum SA, Manter-Kapanke V, Simmank J, Kor-
man K, Prentice L, Gonzalez J, Gunn S. Results of screening 1.9
million Texas newborns for 21-hydroxylase-deficient congenital
adrenal hyperplasia. Pediatrics 1989; 101: 583—590.

van der Kamp HJ, Oudshoorn CG, Elvers BH, van Baarle M, Otten
BJ, WitJM, Verkerk PH. Cutofflevels of 17-a-hydroxyprogesterone
in neonatal screening for congenital adrenal hyperplasia should be
based on gestational age rather than on birth weight. J Clin Endo-
crinol Metabol 2005; 90: 3904—3907.

Van Wyk JJ., Ritzen EM. The role of bilateral adrenalectomy in
the treatment of congenital adrenal hyperplasia. J Clin Endocrinol
Metabol 2003; 88: 2993—2998.

Volkl TM, Simm D, Détsch J, Rascher W, Dorr HG. Altered 24-hour
blood pressure profiles in children and adolescents with classical
congenital adrenal hyperplasia due to 21-hydroxylase deficiency. J
Clin Endocrinol Metabol 2006; 91: 4888—4895.

White PC, Speiser PW. Congenital adrenal hyperplasia due to
21-hydroxylase deficiency. Endocrinol Rev 2000; 21: 245—291.

MPOBAEMbI SHAOKPUMHOAOIMM, 2, 2014

doi: 10.14341/probl201460242-50



