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B cratbe npepcTaBneHsl pesynbrarhl
HeoHaTaNbHOro CKPUHMHIA Ha afpeHo-
FEHWUTaNbHbI CUHAPOM B ApXaHrenb-
cKoit obnactu 3a 2006-2007 rogbl.
CornacHo pesynbrataM CKpUHMHTr
4acToTa Knaccuyeckux opm aeduum-
Ta 21-ruppoKcunasbl coctasunia

1:4 298. Y petveii C NOATBEPKAEHHbLIM
AWarH030M BPOXAEHHON AUCHYHKLUN
KOpbl HAfMOYEYHUKOB NpoaHann3npo-
BaHbl thopmbl 3aboneBaHus u onpepe-
neH xapakrep mytaumit B reHe CYP 21.
KnioueBble cnoBa: HeoHaTanbHbIi
CKPWUHWHT, aflpeHOreHUTaNbHbIA CUHA-
poM, HOBOPOXAEHHbIE, feduuuT
21-rnppoKcunassl, reHetTnyeckas
MyTaLMs.
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AnpeHoreHUTaNbHBIH CHHAPOM (BpOKAEHHAS AUCHYHKIMS KOPbl HAJMO-
ueuHuKoB, nanee AI'C) — criekrp 3a6osieBaHu, 00YCIOBIEHHBIX 1€PEKTOM
(hepMEHTHBIX CHCTEM, YUACTBYIOLUIMX B OMOCHHTE3€ CTEPOUAHBIX TOPMOHOB
naanoueunnkos. C neduuntom 21-ruapokcuniasbl ceasano 95 % Beex
ciydaeB 3a6oseBannil. [To3ausist [MarnocTnka, HeCBoeBpeMeHHast H HEKOp-
pEeKTHast Teparus MPUBOST K TSLKEJBIM MOCEACTBUSM: THOEMH pefeHKa OT
COJIBTEPSAIOLLHX KPU30B, OLIHOKAM B BEIOOPE MOJIOBOK MPHHALIEKHOCTH TTPH
BbIPaXKEHHOH BUPUIN3ALIMH HAPYKHBIX TeHUTAJUH Y IEBOUKH, HAPYLLIEHUSM
pocra W MoJioBoro codpeBanusi, 6ecruiopuio [ 1, 3].

MN36ekaTh AMATHOCTHUECKUX OUIMOOK MO3BOJSIET MPOBEAeHHE HeoHa-
TaJIbHOTO CKPUHUHTA HA BhIsIBJEHHE fepuunTa 21 -ruapoKcuIassl, B OCHOBE
KOTOPOTO JIEXKUT OMpe/eeHHe B CyXOM MsATHE KPOBH Ha (DUILTPOBATBHON
fymare BBICOKOCTELM(PHUHOTO H YyBCTBUTEIBHOTO MapKepa rOpMOHAJBHOM
JIMArHOCTHKH — BBICOKOTO ypoBH$ 17-okcunporecrepona (17-OHnporecre-
poH). Meton npeioxker B 1977 roay, k 1991 roay nporpammy HeoHaTtasib-
Horo ckpunuHra Ha 17-OHnporecrepon BHeapuan 29 crpan mupa [3].

OGC.J'IC):lOBaHHble rpynnbl U METOAbI UCCJAE€N0OBAHUSA

3a nepuop ¢ aBrycra 2006 rona no oktsi6ps 2007-ro CrJIOMIHBIM Me-
TopoM obcseioBano 17 193 HOBOpOXKIEHHBIX Ha ajipeHOTeHUTaJLHbBIH
CHHJIPOM B paMKax peajii3allii MPHOPUTETHOTO HALMOHAJIBLHOTO TPOeKTa
«3nopoBbe». KosnuectBeHHoe onpesesenne yposHst 17-OHnporectepona B
CYXOM IIsITHe KaruJISIPHON KPOBH, B35ITOH U3 MSTKH HOBOPOXKIEHHOTO, TPO-
BOJIUJIOCH (hJIFOOPOUMMYHOMETPHYECKUM METOJIOM C MOMOIIIBIO CTaHAAPTHBIX
HaGopoB («[lesbdusi HeoHaTasbHbIN 17abha-OH-nporectepon» Wallac,
DuHASHAKS ) B AMMYHOT€HETHUECKOH JTaG0paTOPHH MeIUKO-TeHeTHYeCKOH
KoHcybTaln [V3 «Apxanresbckasi obJjacTHast AeTcKast KIMHUYecKasi
6oabuuia um. I1. I Bookaenosa» (AOJIKB). O6pasiibl nateH KpoBH
naipenToB ¢ AI'C 1 4wieHOB HX ceMell HampaBJsJIUCh JUIsl TIPOBEIEHMUs
MOJIEKYJISIPHO-T€HeTHUECKOTO 06C/IeIOBaHNsT B I'eHeTHUECKYIo J1abopaTo-
puto ®I'Y «IDHpokprHOJOTHUECKUH HAYUHBIH LEeHTp PocMenrexHo0THiT» .
[TpoBesien aHaiua KapT amOysaTopHbIX GoJbHBLIX (hopma 25/y) naru-
€HTOB, COCTOSIBIIMX paHee Ha IUCMAHCEPHOM ydyeTe W HaAOJIOAIOLINXCS B
HacTosillee BpeMsi B KOHCYJIkTaTHBHOU nosinkanHiuke AOJIKD o nosoxy
alpeHOTeHUTANBLHOTO CHHPOMA.

PesyabraThl U 06cyxaeHue

OxBaT HOBOPOKJIEHHbIX JieTell CKPUHUHIOM cocTaBua 99,6 %. Cpenu
006CJ/Ie/I0BaHHBIX BbISIBJEHO 78 HOBOPOXKIEHHbIX, UMEBIIMX [OBbILIEHHbIH
ypoBeHb 17-OHnporecrepona. OueHka pe3y/bTaToB HEOHATaJbHOIO
ckpuHuHra Ha 17-OHnporecrepon mnpoBoauMJach B COOTBETCTBHH C
obwumMu pekomennauussmMu Pa6ouelt rpynnbel EBpomnefickoro obiiecTna
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neauatpoB-sHaoKpuHoaoros 2001 rona [8]. Tpyanoctu
UHTEpPNpeTaldy ropMOHaJNbHOTO aHa/lu3a U BbICOKHH
Y/IeJIbHBIH BEC JIOKHOMOJOKHUTENbHBIX Pe3yJbTaToB (Bbl-
cokuit ypoeHb 17-OHnporecrepona y HeloHOIIEHHBIX
JIeTel, IeTell OT NaTOJIOTHUECKUX POIOB H C COMATHUYECKOM
naToJIorueil) Npu NPOBeAECHHH HCCaeI0BaHUs MOTPe6o-
Ba/JIl yCOBEPLIEHCTBOBAHUS MPOTOKOJA 0OC/IEI0BAHUS
HOBOPOXKIEHHBIX C LEJbI0 MAaKCMMaJbHO TOYHOH Moc-
TAHOBKM JIHarHosa. DTo MO3BOJKJIO MPH MOCJEAYIOLLEM
JIMHAMHY€eCKOM HabJIIO/IEHHH U YTOUHSIIOLLIEH IMarHOCTHKE
COIMIaCHO pa3pabO0TaHHbIM MPOTOKOJIAM MOATBEPAHTD
HaJlMuue apeHoreHUTaNbHOrO CUHApOMa Y 4 OHOLIeH-
HBIX JleTedl. YpoBeHb noBbitlieHust 17-OHnporecrepona
y JeTell ¢ JIOKHOTOJMOKHUTEbHBIMU IMarHOCTHYECKUMH
pe3yJ/ibTaTaMHu NPU POXKAECHUH BapbMpoBas OT 65 10
2 184 HMouib/J1. VieJbHbIi BeC OTCEHBAHUS HA nepBOM
stane cocrasu 87,1 %, na sropom — 60,0 %, B uesoM
Ha 1Byx s1anax — 94,8 %, 4To COOTBETCTBYeT JAHHbLIM
JIPYrHX CTPaH W yKasblBAeT Ha NpaBUJbHOE MPOBELEHHE
CKpHHHHTA [5, 7, 8].

Yacrora Berpevaemoctd AI'C B ApxaHresbCKol
00J1aCTH TIPU MPOBEIEHUH CKPUHMHTA cocTaBusa 1 :
4 298 HoBopoxnennbix. Hacrora peduuura 21-ruu-
POKCHJIa3bl B MUpe upe3BblyaiiHo BapuabesibHa W, 10
JIAHHBIM Pa3JIMYHbIX 3apyOeKHbIX aBTOPOB, B KJACCH-
4eCKOM BapHaHTe, YCTAHOBJEHHOM B XOJle HeoHaTaJb-
HOTO CKpHHMHra, coctabasiet ot 1 : 280 (Ansicka) o
1 : 37220 (IlIBetinapusi) HOBOPOXKJIEHHBIX JieTell [4].
Oxunaemast yactora AI'C B Poccnu no pesyssratam
ckpununra 1 : 10 000—1 : 15 000 HoBOpOKIEHHBIX [2].
C wntons 2006 roga B nporpamMme CKpUHHHTA MPHHSLI
yuactue 71 pernon Poccuiickoit ®enepauuun, pac-
npocTpaHeHHOCTh 3a6oseBanust coctapuia 1 : 11400
HOBOPOXKJIeHHBIX [6]. Takum o6pasom, yactora AI'C no
HALIUM JIaHHBIM Bbllle NOJMy4eHHbIX M0 Poccun TaHHbIX
B 2,6 pasza. Ctpykrypa AI'C no pesysbratam CKpUHHHTA
NpeJCTaB/IeHa CIeyolLM 06pa3oM: NPocTasi BAPHJIbHAS
dopma — 2 pebenka (50 %), conbrepsiomias Gopma
— 2 peGenka (50 %).

Jletu ¢ BUpuIbLHON opmMoil 3a6oJieBaHUsT ObIIIH MYXK-
CKOTo 1oJia, MoCTynuIu U3 1omMa B Bospacte 20 nHel u
2 MecslleB COOTBETCTBEHHO, HMEJH KOHBIOTALHOHHYIO
runepOuAMpyOuHeMuto. [unepnurMmeHTaulst Koxu B
00J1aCTH Hapy»KHbIX MOJIOBBIX OPraHOB HMeJia MeCTo Y
ofiHoro pe6eHKa, MaKpOreHUTOCOMMSI OTCYTCTBOBaJA
B oboux ciayyasx. [locse Hopmasnusauuu ypoBHsi G-
JMpyOHHA Y JIeTell COXPaHsJICsl MOBBILIEHHBIH YPOBEHb
17-OHnporecrepona.

JleTu ¢ conbrepsitotiieil GopMoil BpOXKIEHHOM TChYHK-
K Haanodeunukos noctynuan B AOJIKB cpasy us
POAMJILHBIX OTAeNeHHH. JleBouKa MpH poXKAECHHH UMesa
Heorpeie/IeHHbIH M0J1, 00yCJIOBJIEHHbIH 3 CTeNeHbIO BU-
punusauuu no [panepy. Ha 8 cyTku »usnu cocrosinne
pebeHKa cpe/iHel TSKEeCTH, BbISIBJAEHbI THIIEPKaIHEMHsl,
TUIOHATPUEMHUS, HOpMoranKemus. [Ipu uccnenoBannu
kapuoruna — 46,XX. ¥Yposenub 17-OHnporecrepona
1o ckpuhuury 1 034,56 HMoJb/ 1. Mabubk ¢ coJibTe-
psitolliet popMOI MOCTYNHI B OT/EJIeHHe peaHuMalun
HOBOPOZK/IEHHBIX BBUILY TSXKECTH COCTOSIHUS C KIUHUKOH

JKkonorua getcrea

epe6pasbHON HIlIeMHH 2 cTereHH. PesysbraThl cKpH-
HUHTa ObIIM M3BECTHBI HA 2 CYyTKH T10CJ€ TOCTYIJIeHHs]
B craiuonap, yposenb 17-OHnporecrepona 204,01 —
161,8 umosb/n. B KPoBH BhISIBJIEHBI THIIEPKAJHEMHS],
THITOHATPHEMHSI, HOPMOTJIMKEMHSI.

Jlo Havyasa CKpHUHWHIrA Ha aJpeHOreHUTaJbHBIN
cunapom B AOJIKB ¢ 1986 rojma paHHbI# aHarios
OBbIJI yCTAHOBJIEH KJIHHHYECKH 10 06paliaeMocTH
y 16 nereii: 7 manbuukoB (43,7 %), 9 nesouek
(56,3 %). Ctpykrypa 110 hopme 3a6oeBaHts ObLIA TTPeJ-
CTaBJjieHa CJIelylolMM 06pa3oM: BUPHJIbHAsT opma —
8 nereit (50 %), conwrepsiomas — 8 geteit (50 %).
CpenHuil Bo3pacT MOCTAHOBKU JIHarHo3a COJbTeps-
tolell popMbl coctaBusl y JeBouek 7,2 aus (ot 1 Jjo
10), y manbunkoB — 18 nueit (ot 13 no 25). Bospacr
MOCTAHOBKH JIMAarHO3a BUPUJILHON (DOPMBI COCTABUI Y
neBouek 2,2 roga (ot 18 mueit o 9 Jiet), y MaJIbuUMKOB —
3,7 rona (ot 3,5 mecsiua 1o 5 ser 10 mecsiues).
B nepuone HoBopoxkaeHHocTH AI'C Obisl ycTaHOBJIEH
y 8 nereit. Hacrora Betpeuaemoctu AI'C cpey HOBO-
POXKIEHHBIX JI0 Havyaja CKPMHHHTa Kosebastach B Tof
or 1 : 13058 no 1 : 28 845.

[1pu cpaBHeHNM MOJyUEHHBIX B pe3yJibTaTe CKPHHHHTA
JaHHBIX C UMEBIIMMHUCS 10 CKPUHUHTA CTAaHOBUTCS Ove-
BHJIHBIM, KaKO€e KOJIHUEeCTBO JieTell He OblJIO AMarHOCTH-
pOBaHO CBOEBPEMEHHO H, BO3MOKHO, TIOTHGJIO B paHHEM
HeoHaTalbHOM TIepPUHOJIe OT CHHIpPOMA MoTepH cosu. [1pu
pacripefie/ieHUH JIeTel Mo MoJly B MEePHOJ 10 CKPHHUHTA
COOTHOLIIEHHEe MaJbUMKOB M JIEBOYEK COCTAaBJSIO 1 :
1,3; mo pesysbTataM CKpHHHHTA COOTBETCTBEHHO —
3 : 1, 3T0 MO3BOJISIET MPENONOKUTL, UTO TOTUOIINE B
OCHOBHOM ObLITH MaJIbuHKH.

Bcewm jietsim ¢ yeraHoBsieHHBIM irario3oM AI'C 6bl1o
MPOBENIEHO MOJIEKYJISIPHO-TeHETHIECKOe HCCJIeloBaHIe
Juist BeisiByienust mytainii B reHe CYP 21. BrisiBneHst
CJleflylolife H3MeHeHHUsT: Y IBOUX JeTel ¢ CONbTepsIioliel
¢opmoit B romoszurotHom cocrosinuu del 8 map Hyk-
JIEOTHJIOB B 3 9K30He U 12spl; y pe6GeHKa ¢ BUPHILHOM
dopmoii komnaynn P30L/30kbdel. TakecTh KNHHHUECKHX
MPOSIBJIEHUI COOTBETCTBOBAJIA YCTAHOBJIEHHBIM MyTallH-
sIM, XapakTep KOTOPBIX OMPeesIsiyl Pa3iHiHylo CTereHb
CHIKEHHUsT aKTHBHOCTH 21-THIPOKCHJIA3bl. Y BTOPOTO
peGeHKa ¢ BUPUJIbHOH (DOPMOI He BbIsiBJeHA HH OJHA
u3 16 ornpenessieMbIX MyTallli.

PesysibTaThl HeoHATalbHOrO CKPUHMHTA Ha anpe-
HOTeHUTAJLHBIH CHHAPOM TOATBEPAHIIH €r0 BLICOKYIO
sdekTuBHOCTL. bBesycsioBHO, nocenyioliee HAKOM-
JieHue JaHHLIX MPeIoCTaBUT BO3MOXKHOCTb OLEHHTh
nctunnyto yactory AI'C. [1penBapuresbHble JaHHbIE 110
yactote BcTpeuaeMocTd Al'C 1o3BoJIsSIIOT MoJiarathb, uTo
B ApxaHre/sbcKoil 06/1acTH HMeeTcsl BBLICOKAsl 4acToTa
HocuTesibeTBa MyTaluu B rene CYP 21.
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INCIDENCE AND STRUCTURE OF CONGENITAL
ADRENAL HYPERPLASIA IN ARKHANGELSK REGION

0. E. Ipatova, *E. N. Sibileva

Arkhangelsk regional children clinical hospital,
*Northern state medical university, Arkhangelsk

Results of neonatal screening for congenital adrenal hy-
perplasia in Arkhangelsk region in 2006-2007 are presented
in this article. According to the results, incidence of classical
forms of 21-OH deficiency was 1 : 4 298. Forms of the desease
were analyzed and the CYP21-gene mutation was detected
with the children who had a confirmed CAH-diagnosis.

Key words: neonatal screening, congenital adrenal hy-
perplasia, newborns, 21-hydroxylase deficiency, genetic
mutation.
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