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Pe3ynemamel HeOHAMANbHO20 CKPUHUH2a HA 8POXKOeHHYI0 OUChYHKLUIO KOpbl HAONOYeYHUKO8
8 KpacHodapckom kpae

Wymnusas E.O., Fonuxuna T.A., MatyneBuy C.A.
I'bY3 HayuHo-nccnefoBatenbckuii MHCTUTYT — KpaeBas kKnnHuyeckasa 6onbHuua N1 umenmn npodeccopa C.B.Oyanosckoro»

MuHucTepcTBa 3npaBooXpaHeHmnAa KpacHoaapcKkoro Kpas
350086, r. KpacHogap, Poccus, yn.1 Mas, a.167

B KpacHogapckom Kpae HeoHaTanbHbI CKpMHUHT (HC) Ha BpoXKaeHHYo AMCPYHKLMIO Kopbl HagnoveuHrkos (BAKH) nposogutca ¢
01.06.2006 r. B cBA3M ¢ nepexogom B 2023r. Ha paHHUI 3a60P KPOBM Y HOBOPOXKAEHHbIX (NepBble 24-48 yacoB BMeCTO 4-5 iHel X13HW)
npencTaBsana nHTepec oueHka pesynstato HC Ha BAKH. 3a 24 roga o6cnenoBaHo 1145400 HOBOPOXKAEHHDIX, BbisiBlieHO 119 geTeli ¢
BIKH (1:9625). YposeHb 170HP Bbiwe noporosoro onpegeneH y 1,4% HoBopoxAeHHbIX. B 2023r. konnuecTBo geTen, HykAaBLINXCA B
petecTe yBenuuunocb fo 2,1%. Mo gaxHbim HC B 2023-2024rt. noporosbiii ypoBeHb 170HP ans HoBopoXaeHHbIX, 06CN1eOBaHHbIX B 24-48
4aCoB XWM3HW, NOBbICUIICA Ha 4 HMOonb/N. OueHKa pe3synbratoB HC ¢ JaHHbIM NOPOroBbiM ypoBHeM B 2024 I. npriBena K CHUXKEHMIO Yncna
petectoB Ao 1,1%. Y petenn ¢ BKH BbisiBneHbl 3 yacTbix MyTauuii reHa CYP21A2: E3del (23,5%), 12spl (21,8%), 1172N (16,8%). 13meHeHne
CPOKOB 06CNef0BaHNA HOBOPOXKAEHHbIX Npy nposefeHny HC TpebyeT KOHTPOA Noporosbix yposHeit 170HP ansa npefotepatieHuna
HeoOOCHOBAHHBIX PETECTOB.
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Results of neonatal screening for congenital adrenal hyperplasia in Krasnodar region
Shumlivaya E.O., Golikhina T.A., Matulevich S.A.

Scientific Research Institute — Ochapovsky Regional Clinical Hospital No. 1, Krasnodar of the Ministry of Health of the Krasnodar region
167,1st. May st., Krasnodar, 350086, Russian Federation

In Krasnodar region, neonatal screening (NS) for congenital adrenal hyperplasia (CAH) has been carried out since 01.06.06. In connection
with the transition in 2023 to early blood sampling in newborns (the first 24-48 hours instead of 4-5 days of life), the assessment of the NS
results for CAH was of interest. Over 24 years, 1,145,400 newborns were examined, 119 children with CAH were identified (1:9625). The
170HP level above the threshold was determined in 1.4% of newborns. In 2023, the number of children who needed a retest increased
to 2.1%. According to the NS data, in 2023-2024, the threshold level of 170HP for newborns examined in 24-48 hours of life, increased
by 4 nmol/I. The evaluation of the NS results with this threshold level in 2024 led to a decrease in the retest to 1.1%. In children with
CAH, 3 common mutations of the CYP21A2 gene were detected: E3del (23.5%), 12spl (21.8%), 1172N (16.8%). Changing the timing of
newborn examination during NS requires monitoring the threshold levels of 170HP to prevent unjustified retests.
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BBepgeHune

pokaeHHass AuchyHKIMS KOPbl HAJATIOYeUHUKOB

(BAKH) — rpymnmna ayTocOMHO-peLEeCcCUBHBIX 3a00-

JIEBaHUM, XapaKTepU3YIOIIMNXCs Ne(EeKTOM OJTHOTO
13 GePMEHTOB UM TPAHCIIOPTHBIX OEJKOB, MPUHUMAIO-
IIAX yYacTUe B CUHTE3¢ KOPTU30Jia B KOpe HalITOYeUyHM -
KoB [1]. Haubonee yacras popma BJIKH, BcTpeuatomasi-
cs1 6osiee ueM B 90% ciyyaeB, o0ycioBiIeHa A1e(ULIUTOM
depmeHTa 21-ruapokcuiaadbl U MoapasaeisieTcs] Ha
HEKJIaCCUYECKYIO U KJIacCUYecKue (BUPUIIbHAS U COJIbTE-
psitoiasi) GopMBl.

PacnipoctpaHeHHOCTH Kilaccuyeckux hopM aedunura
21-ruapoxcunasel coctapisieT ot 1:14000 mo 1:18000 xu-
BBIX HOBOPOXXIEHHBIX B Mupe. [1o maHHBIM HEOHATaTbHO-
ro ckpuHuHra (HC) pacnpocTpaHeHHOCTb 3a00J1eBaHUS
B PD 1:9638. Heknaccuueckas opma BIIKH BcTpeuaeT-
cg yame — ot 1:500 go 1:1000 B oOweit momynsuuu [1,2].

HecBoeBpeMeHHast 1MarHoCTrKa CoJibTepsitoleit hop-
mbl BIIKH npuBoauT kK rubenu pedbeHKa OoT Kpu3a HaaIo-
YEeUHUKOBOW HEIOCTATOYHOCTH. [103MHSIST MUarHocTuKa,
HeCBOEBpeMEHHas! 1 HEKOPPEKTHAs! Tepartvsi Py BUPUITb-
HbIX (popMax 3a0o0JieBaHUS TIPUBOASIT K HAPYIIEHUSM PO-
CTa, MOJIOBOTO CO3PEBAHUS U K ONIMOKaM TIOJIOBOH IpH-
HAJUIEXXHOCTH Y IEBOYEK C BUPWIIM3AIME HapYKHBIX Te-
HUTaIWi [2].

HC na BAKH nposoaurca B Poccuu ¢ 2006r., 3a60p
KpoBHU TTpoBoawicsd Ha 4-5 nens xu3an. C 01.01.2023 B PO
npoBoauTcs pacimpeHHbiii HC, B paMkax KOTOporo KpoBb
Y HOBOPOXXJIEHHBIX OepeTcs B epBble 24-48 yacoB XXU3HU.

Hean: ouenuts s3pdbexktuBHocth HC Ha BJAKH
B KpacHonapckom kpae. OnipeneuTh BIUSHUE PAaHHUX
CPOKOB 00CJIeIOBaHNSI HOBOPOKIEHHBIX HA PE3YJIbTAThI
ckpuHuHra Ha BJIKH.

Metoabi

ITpoananu3upoBaHbl JaHHBIE oOcaenoBanus Ha BIIKH
HOBOPOXIEHHBIX, poausiuuxcsd ¢ 1.06.06r. mo 31.12.24r.
Onpenensinu 17-oxkcurnaponporectepoH (170HP) B cyxux
MSITHAX KPOBU UMMYHODIII00OPECIIEHTHBIM METOOM Ha00-
pamu DELFIA (®unnsuaus) u Habopamu «17&-OH-TTpo-
recrepoH» UmmyHockpuH (Poccust). PesynbraThl olieHU-
BaJIM 110 METOIUYECKUM PEKOMEHIALIUSIM (PUPMBI-TIPO-
M3BOJUTEISI IUaTHOCTUYECKUX HAOOPOB B 3aBUCUMOCTHU
OT Beca ¥ CpOKa IeCTallii HOBOPOXICHHOTO, C YYETOM pe-
KOMeHAAIMU 00 OIpeae/ieHMU COOCTBEHHBIX ITOPOrOBBIX
YPOBHEH 1151 00cIenyeMO MOy,

OnpeneneHue MoporoBoro yposHs (99 nmepueHTUIb)
170HP nnst HOBOPOXKIEHHBIX MpoBoawian 1 pa3 B 6 Me-
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CS1IEB C TIOMOLIbBIO Pa3pabOTaHHOIO HAMU MPOTrPaMMHO-
ro KomIutekca «HeockpuH», B KOTOPOM aKKyMYJIMPOBAHBI
JTaHHBIE 00CIeNOBaHMSI BCEX HOBOPOXKIESHHBIX [3].

IToaTBepkmaromiass AMarHOCTUKA IIPOBOAMIACH Y-
TEeM OIIpene/ICHUST B KPOBHM YPOBHS Kallsl, HATPUSI, KOp-
ti3ojia, 170HP u ynbTpa3ByKOBOTO MCClIeTOBaHUS Hal-
TIOYECYHUKOB.

Pesynbrartbl

3a mepuoa 2006-2024 rr. obcnenoBano 1145400
(99,5%) HOBOpPOXIEHHBIX, ypoBeHb 17OHP BbILIEe TOPO-
roBoro onpeneieH y 15478 (1,4%). BeisiBneno 119 nereit
¢ BAKH, yacrora 3a6oyieBaHus cocraBuia 1:9625 (mpak-
THYECKH COBIANAET C YaCTOTO 3aboieBaHns B PD).

B 2022 r. noporossiit ypoBeHb 170HP, ycraHoBeH-
HBII B Hallleil TabopaTOpuu Jis1 JOHOLIEHHBIX HOBOPO-
JKIEHHBIX, 00C/IeIOBaHHBIX B Bo3pacTe 4-5 NHel XKU3HU,
COOTBETCBOBAJI 3HAYEHMUIO, YKa3aHHOMY (DPUPMOTi-TIpOn3-
BoauTesieM HabopoB «17&-OH-I1porectepon» MMmyHO-
CKpUH — 21 HMOJb/1.

B 2023-2024 rr. cpoku o0cnenoBaHrs HOBOPOXKACH-
HBIX COKPATWINUCH A0 24-48 yacoB xu3Hu. B nepBoii mo-
JoBrHe 2023 I. OLIEHKY MOBBIIIEHHBIX pe3yabraTtoB 170HP
MPOBOIWIU C Y4ETOM OPOroBoro yposHs 2022 r. 10 HaKO-
TUIEHUS CTAaTUCTUYECKUX JaHHbIX. JloJst petecToB B 2023 T.
cocraBwia 2,1% (B 2022 r. — 1,4%). Ilo panueim HC
B 2023-2024 rr. moporoBsiit ypoBeHb 17OHP nist moHo-
LIIIIEHHBIX HOBOPOXIEHHBIX, 00CTIeNOBaHHbIX B 24-48 ya-
COB XWM3HU, COCTaBMII 25 HMOJb/JI. OlLIeHKa pe3yIbTaToB
HC ¢ nanHbiM nmoporossiM ypoBHeM B 2024 r. mpuBesa
K CHMKEHUIO 10J1M peTecToB 10 1,1%.

M3 BeisiBneHHbix 119 nmereit ¢ BAKH: nmeBouek
57(47,9%), manbuukos 62(52,1%). Conbrepsiolias (popma
auarHoctupoBaHa 'y 98 (82,4%), supwibHas —y 7 (5,9%),
Hekaccuyeckas —y 14 (11,8%).

Bcem getssm ¢ BAKH npoBeaeHO MOJIEKyJISIpHO-Te-
HeTnveckoe obcienoBanue Ha 6aze ®I'BY «Hamwmo-
HaJIbHBI MEAULIMHCKUIN UCCIeN0BaTEIbCKUIA LIEHTP 2H-
IoKkpuHoyorun» M3 P®, BeISIBIICHHI 3 YacTble MyTallldN
rena CYP21A2:y 28 (23,5%) E3del, y 26 (21,8%) 12spl,
y 20 (16,8%) 1172N. B 37,9% cnydaes (45 neteii) onpee-
JIEHBI OoJiee peKre MyTalluu.

3aknoueHne

3a 24 rona nposeaeHust HC na BJIKH B KpacHonap-
cKoM Kpae oocaenoBaHo 1145400 HOBOpPOXIEHHBIX, BbI-
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sBJieHo 119 60bHBIX IeTeit, yacToTa 3a00eBaHUs B Kpae
coctaBmia 1:9625.Y 62% neteit ¢ BAKH BoIsiBiIeHBI 3 ya-
cThIXx MyTaluu reHa CYP21A2: E3del, 12spl, 1172N. Otme-
YeHO TMOoBbIlIeHUe MoporoBoro ypoBHs 170OHP kposu nipu
00cIe10BaHUM HOBOPOXIEHHBIX B IepBble 24-48 yacoB
KU3HU Ha 4,0 HMOJIb/JI IO CPaBHEHMUIO C IeThbMU, OOCIe-
JMIOBaHHBIMU Ha 4-5 neHb Ku3HU. U3MeHeHue CpoKOB 00-
clienoBaHUsI HOBOPOXIEHHBIX Ipu rpoBenetru HC tpe-
OyeT KOHTpOJIsI MOporoBuix ypoBHeit 170HP nis npenot-
BpallleHUs] HEOOOCHOBAaHHBIX PETECTOB.
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