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[IpoBenena oreHKa 0COOEHHOCTEH KIMHUKH W Te-
YeHHS BPOXKACHHOU TUCOHYHKIIUH KOPHI HAAIIOYCTHIKOB
y nereil ropona Ilepmu 10 1 1ocie BBEAEHMsI HEOHATANb-
HOro ckpuHuHTa. Ob6cnenoBano 62 pebenka (24 mamm-
€HTa, AMArHo3 KOTOPHIM OBII TOCTAaBJICH /0 BBEICHHS
CKpUHUHTA, U 38 AeTell mocie BBeIeH!sI HEOHATAIHLHOTO
ckpuHuHTa). [IpoaHamuM3upOBaHbI CPOKH IOCTAHOBKHU
JIMarHo3a ¥ TeUCHUs 3a00JIeBaHus, TIOKA3aTeIu hU3nIe-
CKOT'O pa3BUTHSI, CPOKH BCTYIUICHHS B ITyOepTar, 0CoOeH-
HOCTU TU(GEPCHIIMPOBKH CKElIeTa, TOKA3aTeIH YPOBHS
17-OHP, 31eKTponauTOB, B MOMEHT TTOCTAHOBKH JIMarHO-
3a U Ha (pOHE MATOreHETHYECKOH Tepanuu. YCTaHOBIIe-
HO, YTO C BBEJICHUEM HECOHATAJILHOTO CKPUHHHTA B UIOHE
2006 roga pacmpoctpaneHHocts BJIKH yBenuuumnach
B 1,5 pa3a, COOTHOIIEHUE MAJBYMKOB M JICBOYCK CTAJIO
paBHBIM. 3HAYUTEIFHO CHH3HJICS BO3pPACT MAIMCHTOB
Ha MOMEHT MIOCTAHOBKH JIMAarHO3a BUPHIBHON (HOpMBI y
MaJIBYUKOB.

Kuawuesbie ciaoBa: BJIKH, nern, nuarnocruka,
JICYCHHE, HCOHATAIBHBIA CKPHHUHT.

The assessment of the peculiarities of the clinical
course of congenital dysfunction of the adrenal cortex
in children of the city of Perm before and after the
introduction of neonatal screening was performed.
We examined 62 children (24 patients, diagnosed
before the introduction of screening and 38 children
after the introduction of neonatal screening). Analyzed
the timing of diagnosis and course of the disease,
physical development, the timing of entry into puberty,
especially the differentiation of the skeleton; level 17-
OHP, electrolytes, at the time of diagnosis and on the
background of pathogenetic therapy. It is established that
the introduction of neonatal screening in June 2006, the
prevalence of CAH has increased 1.5 times, the ratio of
boys and girls was equal. Significantly decreased the age
at the time of diagnosis of virility shape boys.
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BpoxaenHas nucyHKIUS KOPBI HaAMOYEYHHKOB
(BAKH) —HacnencTBeHHoe 3a00neBanne, B 95% ciaydaes
oOycnoBrenHoe mytanusmu B reae CYP 21 [3]. Hacre-
JIOBaHNE OCYIIECTBIIAETCA 110 ayTOCOMHO-PEIIECCHUBHOMY
tumy. lepunut dpepMeHTOB, HEOOXOAUMBIX JJISI CHHTE3a
CTE€POHIHBIX TOPMOHOB, IPUBOIUT K CHUKEHHIO IPOYK-
LUK TJIFOKOKOPTUKOUJIOB, KOMIIEHCATOPHOMY YCHIICHHIO
cekpeunu AKTI runoduszom m mocnenyromeil rumnep-
IUTa3MK KOPBI HAAMOUeUyHUKOB. [loHas morepst hepmeH-
TaTUBHOI aKTHMBHOCTH JISKUT B OCHOBE COJIBTEPSIOIIEH
(dopmbl 3a00s1eBaHMs, 00YCIOBICHHON ACPHUIIUTOM KOP-
TH30JIa U aJibJ0CTepOHa. [IpM YacTHYHOM CHIDKCHUH
aKTHBHOCTH (hepMeHTa popmupyercst BupribHas Gopma
C IPEHMYIIECTBEHHBIM Ae(UIMTOM KopTH3oia. B 06o-
ux ciaydasx uzdsrrounas npoaykuus AKTI npuBogur k
HaKOIJICHUIO TIPe/IIECTBEHHUKA KOpTH301a-17, THAPOK-
curiporectepona (17-OH-nporecrepona), pacnoyioxeH-
HOTO BbIIIE ()epMeHTaTHBHOTO Oyloka. B kimaccudecknx
Clly4asix ypOBEHb 3TOTO TOPMOHA B KPOBH B JIECSITKH Pa3
MPEBBIAET HOpMY [1].

KnuHnyeckue TposBICHNUS BUPWIBHONH (HOPMBI
BJIKH o0ycmoBneHbl H30BITOYHON MPOMYKIMEH aHIpO-
T€HOB HAJIIOYETHNKOBOTO MPOUCXOKACHHS, CBA3aHHOM C
BeIcoko# mponykmueid AKTI. Y ManpunkoB nMeeT MecTo
MIPEXXIEBPEMEHHOE MOI0OBOE PAa3BUTHE IO M30CEKCYyallb-
HOMY THITy ¥ paHHEE 3aKpbITHE 30H POCTa C MOCIEIY-
IOIEH HU3KOPOCIOCThIO. Y JIEBOYEK YKE C POXKICHUS
OTMEYAIOTCS MY>KCKHE TIOJIOBBIE TPU3HAKN (BUPHIIBHBIN
cuaapom). Ilpu BBIpaKEHHBIX CTENECHAX BHPHIM3ALUH
TIOJIOBBIE OpraHbl CHOPMUPOBAHBI 1O MYKCKOMY THILY,
YTO MOXKET TOCITYKUTh IPHYUHOHN OITMOOYHOTO OTpesie-
JICHHS ToJ1a peOeHKa MPU POXKICHUN.

B 75% cny4aeB BO3HHKAaeT MHMHEPAJIOKOPTHUKO-
WHAs HEJOCTaTOYHOCTh W3-3a HECHOCOOHOCTH IIpe-
BpAIlleHUs TPOrecTepoHa B JIE30KCHUKOPTHKOCTEPOH B
KITy00uKOBOH 30HE [4]. B Takux ciyyasix AHarHOCTHPY-
etcs conbrepstornast popma BIAKH. IIpu nannoit dpopme
BJIKH Ha nepBblii 1aH BBICTYNAOT KIMHUYECKHUE MTPO-
SIBJICHUSI, OOYCJIOBJICHHBIE AE(UIIMTOM MHHEPAIOKOP-
THUKOMJIOB: 00E3BOKMBAHUE, TMIOHATPUEMHS], THIIEpKa-
JIMEeMUsI, CHIKEHHE apTepHanbHoro jasieHus. [loreps
KHMJKOCTH ¥ CHIDKEHHE 00beMa LUPKYIUpPYoLield KpOBH
COMPOBOYK/IAETCS BO3PACTAHHEM PEHUHOBOM aKTHBHOCTH
TUTa3MBl, TTIOBBIIICHUIO YPOBHSI aHTHOTCH3HMHA. [1031HsI
JMarHOCTUKA W HEa/IeKBaTHas TEeparus MOXET IOCIy-
XKHUTh TIPUIMHON THOEMN pedeHKa OT COJIBTEPSIOIIETO
Kpu3a. ToueuHble MyTaIy TeHa MPUBOAAT K YaCTHIHOH
roTepe akTUBHOCTH (epMeHTa 2 | -ruapokcuiassl 1 Gop-
MHPOBAHHIO TTOCTHATAIBEHONW (HEKIaCCHUECKON) (pOpPMBI
BIAKH. Manudecranus 3a00ieBaHAS TPOUCXOINT B
MIOCTHATAJILHOM TIeproze. Y JEeBOYEK BO3MOXKHBI Hapy-
LIEHUs] MEHCTPYaJIbHOTO IMKJIA, apTepualibHas THIep-
TEH3Ms, B PEIKHX CITydasx — Oecruronue. Y aereit oboero
T10J1a — YCKOPEHHBIE TeMITbI (PU3NYEeCKOro pa3BUTH, TIpe-
KIeBpeMeHHas TudepeHIINPOBKa CKeNeTa.

HaubGonee mOCTymHBIM METOJOM JUATHOCTUKH
3aboneBaHus sBIsIeTCs onpexaenenue yposus 17-OH-
nporecrepoHa. VMIMEHHO 3TOT Mapkep HCHOIB3YIOT HpHU
[IPOBE/ICHUY HEOHATaJIbHOI'O CKPUHUHIA. BriepBble ckpu-
HUHT HOBOPOXK/IEHHBIX ObLT BBeAeH B 1977 romy B mita-
Te Anscka. B Poccun gaHHBIN CKPUHUHT TIPUMEHSIETCSI C
2006 rona. 3nauenust 17-OH-nporecrepoHa, mpeBbIIIa0-
mee 90 nepLeHTHIIb, CBHIETEIBCTBYET O MOJIOKUTEITEHOM
pesynbrare. D(GEKTHBHOCTh CKPUHWHIA CHHMXKAET BBI-

COKHI IPOLEHT JIOKHO-II0JIOKUTEIBHBIX PE3YJIbTaToB. B
COMHMTENIBHBIX CITydasX PEKOMEHAYETCSl HCIOIb30BaTh
TaH/IEMHYI0 MacC — CIIEKTPOMETPHIO, MO3BOJISIONLYIO THa-
THOCTHPOBATh pejikre Gpopmbl 3a0oneBanus [2].

Haubonee coBpeMeHHBIM U HH(GOPMATHBHBIM Me-
tonom nuarHoctuku BJIKH sBnsieTcst MmonexyssipHo-Te-
HETHUYECKOEe HCCIEe0BaHUE, OCHOBAaHHOE Ha OIpeselie-
Hun myTtanuu reHa CYP 21 u nmo3Bossitoliee BISIBIATD
3a00JIeBaHUE HE TOJIBKO Y HOBOPOXK/ICHHOTO peOeHKa, HO
Uy 1joja.

Lenv uccnedosanus: ONEHUTh OCOOCHHOCTH KITH-
HUKU W TEUCHUS BPOXKIACHHOW TUCQHYHKIIUH KOPHI Hal-
MTOYEYHHUKOB y nereil ropoxa [lepmu Ha (hoHE BBemEeHUS
HEOHATaJIbHOTO CKPUHUHTIA.

MaTepna.m)l H METOAbI

[Ipoananmu3upoBaHbl CPOKHA TOCTAHOBKH JHATHO-
3a U TeueHns 3aboneBanus y 24 nereit (17 neBodek u 7
MAJTBYUKOB), POMUBIIUXCS O BBEICHHUS CKPUHUHTA, U
38 meteil M MOIPOCTKOB B Bo3pacte oT | mecsma g0 17
net (19 neBouek 1 19 MaJIBUYUKOB), COCTOSIIMX HA JTUC-
MMAaHCEPHOM YdYeTe y JEeTCKUX SHIOKPHHOIIOTOB Tropoaa
Iepmu Ha 1 saBapst 2015 roga. M3 38 manmeHToB mo pe-
3yapTaTaM CKPUHUHTA AMArHo3 ycraHoBieH y 30 mereit
(18 neBouek u 12 MaTBIMKOB). Y UUTHIBAIUCH TTOKA3aTEIN
(bI/ISH‘-IeCKOFO pa3BUTUA MMAUEHTOB, CPOKU BCTYIUICHUA
B myOeprar, ocodeHHOCTH Ar(DHEPSHIIUMPOBKU CKEeTa,
nokasarenu ypoBHsi 17-OH-mporecrepoHa, 3IeKTpOIH-
TOB, aAKTUBHOCTHU PCHHUHA ITJIa3Mbl B MOMECHT IMOCTAaHOBKH
JIMarHo3a 1 Ha (poHe MaToreHeTHYEeCKOW Teparmy.

PeSy.]'leaTbl HCCTIeI0BAHUSA

Jo BBenenus ckpuHuHra B utone 2006 roga pacnpo-
crpaneHHocTh BJIKH cocrasmnsuia 1:14000 HoBOpOXKIEH-
Heix. Ha qucnanceprnom ygere B 2005 roxy cocrosiio 24
pebenka, u3 Hux 17 neBoyex u 7 ManbauKoB. CpeHuii BO3-
pacT NOCTaHOBKU JAMArHo3a y 7 MajJbiUKOB, POAUBLIMXCS
110 BBeJICHUS CKpHHUHTa, 7,1 et £ 0,2 Me= 6,95(6,5: 8,0),
y 16 neBouek — 5,7 met + 0,9 Me = 5,6 (1:15).

V onHolt neBouku, poausiielics B 1996 roxy, aua-
THO3 BUPHWIBHON (POPMBI OBLI YCTaHOBIICH B IISTHIICT-
HEM BO3pacTe MOCe MOCEIICHIS THHEKOJIOTa 0 IMTOBOIY
CHHEXMH. B MOMEHT NOCTaHOBKU JMarHo3a y J€BOUYKU
OBUTO YCKOPEHHUE JIMHEHHOTro pocTta, nuddepeHImpoBKa
KOCTHOTO CKeJIeTa COCTaBsiIa & JIeT.

Juarnos comprepsromeiit popmer BJIKH mo BBe-
JIeHNAs CKPHUHWHTA OCHOBBIBAJICS HA CHHAPOME TOTEPH
KHUJIKOCTH 3a CYET PBOTHI, KUAKOTO CTyJa, MOJIMYpPHUH,
MIOHMKEHHOTO YPOBHS HAaTPUs B CBIBOPOTKE KPOBU U T'U-
TIepKaTHEeMUH.

W3 18 nmereit, anarHo3 KOTOPBIM OBUT yCTAHOBJICH
JI0 BBE/ICHUS] HEOHATAJILHOTO CKPUHHUHTA, B MEPUOJ Ma-
Hudecranuy 3a001eBaHMs TTOTEPS Macchl Tela OTMeva-
jack y 16 nmanueHToB, nonuypust —y 10, cpeiruBanust u
pBOTa — y 5, THIEPIUTMEHTAIUS KOKHBIX TIOKPOBOB Y 0,
KHUJIKUN CTyny 2 eTei.

Jlo BBeZieHUSI HEOHATANBHOTO CKPUHUHIA JHATHO3
BJIKH cpa3y nocne poxxaeHust y 1€BOYEK OCHOBBIBAJICS
Ha HaJMYUHU MPU3HAKOB BUPIIU3AINH: |—2 CTEmeHu 1Mo
[Ipanepy ormeuanacs y 13 neBouek, 3—4 crenenu y 4 ae-
Bouek. Y 75% neBouek oTMedanach FUIepIUrMeHTalus
KOXXHBIX TIOKPOBOB.

Y mansankoB ¢ BupwiIbHOH (opmoit BJIKH mua-
THO3 OCHOBBIBAJICA Ha MPU3HAKAX YCKOPEHHS TMHEHHOTO
pocTa, paHHEee MOSBJIEHHE BTOPUYHBIX TOJIOBBIX IPU3HA-
KOB.
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[Tocse BBeseHMs CKPHHUHTA YacTOTa PACIpoCTpa-
Henust BIIKH cocraBuna 1:10000 noBopoxkaeHHbIx. Ha
JIVICIIAHCEPHOM Y4eTe y JETCKUX 3HIOKPUHOJIOTOB TOPO-
na Ilepmu Ha 1 stuBaps 2015 rona cocrosiio 38 nereit (19
neBouek u 19 mampumkoB). M3 9THX MaIMeHTOB IO pe-
3yJapTaTaM CKPHUHMHIA JMArHo3 ycraHosieH y 30 gereit
(18 nmeBouek m 12 manpamkoB). Conprepsitomiast Gopma
quarHoctupoBaHa y 24 mereit (63,2%), BUpmIbHaAS — y
10 nmeteii (26,3%), 4 pedenka (10,5%) ObuTH C HEKITaCCH-
yecKoit popMoii 3a00IeBaHus.

VY MaJBbuMKOB CPEJHUH BO3PACT IMOCTAHOBKH JHa-
rHo3a coctaBmi 20,7 mueit +2,3 Me=19 (10:39), y neBo-
yek 4,6 nueit £2,4 Me=1 (0:11).

VY 24 neteii ¢ conprepsiomeit GopMoii BpOsKAEHHOH
JUC(YHKIMHA KOPBI HAATIOYEUHUKOB, AUArHO3 KOTOPBIM
OBUT YCTaHOBJICH MOCJIE BBEJICHNSI HEOHATAILHOTO CKPH-
HUHTa, yPOBEHB MeKTponnuToB: K-4,6 +2.4 MMons/im, Na-
120,5 £0,3 mmonb/i1. Cpennee cootHorienue Na:K Ob110
1:19 (mpm HOpM™me 1:30), yposens 17-OH-mporectepona
603,2 +45,7 ur/mi.

V¥ 10 nereil ¢ ycTaHOBIEHHBIM AUAarHO30M BUPUIIb-
Hot popmer BJIKH yposens 17-OH-nporectepona ObLT
B npezenax 86,4 £ 0,9 Hr/mil, SIEKTPOIMTHBIX Hapylile-
HUH BBISIBJICHO HE OBLIO.

B COMHUTENBHBIX CIy4asX MPH OTCYTCTBUH KIIHU-
HUKO-Ta00PaTOPHBIX JaHHBIX COJBTEpsIomel (HopMbl
BJIKH, uo npu ypoBue 17-OH-nporectepona Brime 90
NEePIEHTHIIHN, TTPOBOAMIICS IMOBTOPHBIA 3a00p KPOBH C
ompenenenueM ypoBHs 17-OH-mporectepona, TecTo-
crepona, JIDAC, AKTT. U3 10 takux neredl y AByxX ObL1
MOATBEPIKICH AUarHo3 BUpmwibHOH popmer BJIKH.

VY 10 nmereit (2 pebenka ¢ conprepsiroineii Gopmoit
3abosieBaHus, 8 — C BUPHILHOM) AMArHO3 ObLIT TTOITBEPK-
JIeH JTAaHHBIMH T€HETHYECKOTO MCCIIEJOBAaHNS MyTalluH B
rede CYP 21 B rerepo- © MOHO3UTOTHOM COCTOSIHHH.

Bce nmerm mosmydanu jiedeHuwe mIpemnaparaMu TH-
JPOKOPTU30HA. B MOMEHT IMOCTaHOBKHM JTMarHo3a JeTsM
HazHaJajcs CoTy-KopTed B BUjE BHYTPUBEHHBIX HHBEK-
uii u3 pacuera 10—15 mr/m? nosepxHocTH Tea. Ipu co-
XPaHSIOUIEHCS] TUTIOHATPHEMHUH B JICYCHUH JI0OaBIISUICS
xopruredd B n03e ot 80 10 380 MKr/M> TOBEpXHOCTH
Tella, MaKCMMAJIbHYIO JIO3UPOBKY Ipernapara Moirydaiu
JIETH C TSDKENBIM 9KCHKo30M. Ilocne crabunmzanuu Jia-
0OpaTOpHBIX MOKa3arelieil MarueHThl MepeBOANINCH Ha
NepopajbHBId MpPUEM TPENaparoB IIIIOKOKOPTHKOUJIOB
(xopred) 1 MUHEpaATOKOPTHKOHIOB (KopTuHED D). Cpen-
HsIsS ZIO3UpOBKa KopTeda cocraBmina 12,5 Mr/m?, KopTu-
Hedda 126,0 Mrr/m>.

Bce netn Haxoamimch 1oj AUCHaHCepHBIM HAOITIO-
JICHWeM TeJiuaTpa 1 3HA0KpuHoora. Jlo roja netu exe-
MECSIMHO OCMAaTpPHUBAJINCh JIETCKUM 3HJOKPHHOJIOTOM,
MPOBOJMJIACH KOPPEKLHUS 3aMECTHTENIbHOM Teparuu.
IIpu crabunms3anyuy COCTOSHUS W HOPMAJIM3aIlMH OHO-
XMMHYECKUX M TOPMOHAJBHBIX ITOKa3zaTesned Halroje-
HHE SHJIO0KPUHOJIOTOM OCYIIECTBIISUIOCH | pa3 B KBapTall.
Koppekiust nmpenaparoB rIFOKOKOPTUKOHUIOB TIPOU3BOJIU-
Jach € Y4€TOM OLICHKU TEMITOB (PH3HMYECKOTO U ITOJIOBOTO
pa3BUTHA, CTENeHW TUPPEPESHIUPOBKHA CKEJeTa, Top-
MoHansHOTO Tpodmist (yposHst 17-OH-nporecrepona,
ypoBHst AKTT u tectocrepona). Koppekmust 103upoBKu
MHUHEPAJIOKOPTHKOUIOB ITPOBOJIMIIACH 110 YPOBHIO AJIEK-
TPOJIUTOB, YPOBHIO aKTHBHOCTH peHMHA TuIa3Mel. [Ipu-
YMHAMHM M3MEHEHUsSI 03Bl OBUIN IOBBIIICHHBIE YPOBHU
17-OH-nporectepona Beime 90 MepHEHTWIN U TECTO-
crepoHa. Jlomyckanochk HE3HAUUTENBFHOE IPEBBIIICHUE
BO3pacTHbIX HOpM 17-OH-mporectepoHa mpu ypoOBHSX
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TECTOCTEPOHA, COOTBETCTBYIOIIMX BO3PACTHBIM TOKa3a-
tenaM. [Iposonunocs Y3 manoro Tasa y aesouek, Y3U
OpraHoB MOLIOHKHM Yy MajpuukoB. [lepBblil sTan onepa-
TUBHOTO JICYCHUS Y JICBOYCK (KJIUTOPIKTOMUSI) BBIIOJI-
HsJIcsL B Bo3pacte 1-2 net. Bropoii sTan oneparuBHOro
JIeUeHUs1, P HEOOXOAMMOCTH, TIPOBOJMIICS B BO3pACTe
11-13 et

PocToBBIE TTOKa3aTeN y MalBIMKOB Pa3ndalviCh
B 3aBUCUMOCTH OT BPEMEHU IOCTAHOBKHM AMarHosza. Y
MaJFYMKOB C YCTAHOBJICHHBIM THArHO30M JIO BBEACHUS
ckpuHuHra SDS pocTa Ha MOMEHT 3aKpBITHSI 30H POCTa
cOCTaBWJIO B cpenHeM -1,26+0,7. Y AByX MaJIbuMKOB C
MO3IHO JUArHOCTHPOBAHHBIM 3a00JCBAHHEM B BO3pac-
Te 9 ;mer OBUIO JUATHOCTHUPOBAHO MPEKICBPEMCHHOE
MOJIOBOE PAa3BUTHE IEHTPATBLHOTO TeHe3a. Malbuukam
ObUT Ha3HAUCH TPUITOPEIHMH, KOTOPBI OHU TOIydYasu
JI0 TOCTMKEHMsI TaCOPTHOTO Bo3pacta 11 netT. ¥V Manb-
YUKOB, pOXkIEHHBIX mocie 2006 roa v yCTaHOBICHHBIM
JIMarHO30M B INEPHOJ HOBOpOXKIeHHOCTH, SDS pocra B
cpennem coctasua +0,6+0,01.

Takum 00pa3oM, ¢ BBEIACHHEM HEOHATAIBHOTO
cKpuHUHra pacrpocrpadieHHocTs BJIKH yBenunuuiiace
B 1,5 pa3a, COOTHOIIEHHE MalBYUKOB M JIEBOUYEK CTaJI0
PaBHBIM.

IIpu cBOEBpEeMEHHON IMAarHOCTUKE M aIEKBAaTHOU
TEpamuy, KOTOopas CTaja BO3MOXKHA Ojaromapsi BBee-
HUIO HEOHATAIBHOTO CKPWHUWHTA, OOJILITMHCTBO JeTei
pa3BUBAETCsl COOTBETCTBEHHO BO3PACTY U CBOEBPEMEHHO
BCTYTIAeT B IyOepTar.
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