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HeonarasbHblii CKDHHHHT Ha BPOXKIEHHYIO AMCGYHKIMIO KOPbI HAINOYEYHHKOB MO3BOJISIET CBOEBPEMEHHO TMATHOCTHPOBATH 3200 IeBaHNe
U HAYATh 3AMECTUTEJIbHYIO TEPATHIO C LeJIbI0 MPEIOTBPAILEHNUS TSXKEbIX 0CI0KHEHHIT 3200.1eBaHKs M MHBAJIMIM3AIINHU NAIMEHTOB.
Ieab uccnenoBanus. AHaIM3 3260J1eBaeMOCTH BPOXKIEHHO# AuchYHKIMEl KOpbI HAMOYeYHUKOB y aeTeii B Pecniydmke Tarapcran
nocJjie BBeJIeHNs HEOHATAJIBbHOIO CKPUHHMHIA, 4 TAKXKE PACIPOCTPAHEHHOCTH PA3IHYHBIX BAPUAHTOB MyTauuii rena CYP2142.
Marepuan u meroapl. IIpoanaiu3upoBaHbl 0TYETHI O pe3yiasTaTax cKpununra B Tarapcrane. CeeHusi 0 KOIMYecTBe POAMBIIMXCS
JieTeil, BbISIBJIEHHBIX CIy4asix 3a00J1eBaHUs MOYEPIHYTHI U3 cTaTucTHYecKOoi opmbl Ne12 3a nepuoa 2006—2018 rr. Marepuajom
JUIS aHAJIM3a KJIMHUYECKUX MPOsIBJIEHUIl BPOXKIEHHON TUCHYHKIMH KOPbI HAANOYEYHHKOB Y JIeTeil MOCTYKUIM UCTOPHU 00JIe3HH
NALNMEHTOB, 00CJIEN0BAHHBIX B OTIEJEHHH JHIOKPUHOIOTHH JleTCKOil pecmyQMKAHCKOI KIMHMYecKoil 0oabHuubsl Mun3npasa
Pecny6smku Tarapcran.

Pe3ynbratel. 3a 2007—2017 Ir. mo pe3yasTaTaM HeOHATAJIBHOro CKpuHuHTa B PecnyOimke Tarapcran BbisiBiaensl 32 peOeHka
¢ BPOXKIEHHOIT UC(yYHKIME KOPbI HaanoyeyHukoB. Yacrora 3a0oseBanus Bapsuposaia ot 1:5054 1o 1:56 598 HOBOPOXKIEHHBIX.
MakcumaibHoe yuciao Oosmbnbix (11 nereii) Obuto 3apermctpupoBano B 2016 r. Ilpu MosiekylIsipHO-reHETHYECKOM aHaimM3e
(npoBezen 24 neTsam) Haiiienbl 8 BapuanToB MyTanmii rena CYP21A42 B roMo- 1 reTepo3uroTHoMm cocrosinui. Hanbosee pacnpocrpa-
HeHHOW MyTamueii okazanach 12spl, ooHapykennas B 45,8% ciyuaes.

3akimouenne. IIpoBeneHHbIi AHAIN3 TOATBEPKAAET HEOOXOIUMOCTDh JAJbHEIIEr0 M3y4eHHs] O0COOEHHOCTEH BPOXKIEHHOW IHC-
(hyHKIMM KOPBI HANMOYEYHUKOB Yy AeTeil B pa3auynbix pernoHax PecrmyOmuku Tataperad, a Takxke cOBepIIEHCTBOBAHMS OPraHU-
3alMK U NPOBeIeHHS HEOHATAILHOIO CKPUHUHTA.

Karoueewte caosa: demu, 6poxcoennas ouc@yHKyus Kopvi HAONOYeHHUK08, HeoHamanvhwuli ckpunune, een CYP21A2, mymayuu, mose-
KYAAPHO-2CHeMUYeCK ULl AHAAU3.

Ans umtnposanus: LLavinynnmHa M.P., CyntaHosa A.C., XabubynnvHa [.A., 3amanosa A.H. PacnpocTpaHeHHOCTb Pas/iNnyHbIX KINMHUYECKMX
¢dopm 3aboneBaHus n BapnaHToB MyTaumii reHa CYP21A2 npuv BpoxXaeHHOM ANC@YHKLNM KOPbI HAANMO4YeYHNKOB y eTew 1 noapocTkos B Pecry6-
ke TatapcTtaH. Poc BecTH nepuHaton v neauatp 2019; 64:(5): 165-170. DOI: 10.21508/1027-4065-2019-64-5-165-170

Congenital adrenal hyperplasia (CAH) — is one of the versions of inherited enzymopathy. If it was dedected too late, that can lead not
only to some fatal consequences, but to patient’s death as well. Neonatal screening of CAH allows to detect the desease promtly and
start an immediate therapy in order to prevent difficult complications of the desease and patient’s disablement.

Aim: Analisys of the frequency of CAH case rate within children in the Republic of Tatarstan (RT) after neonatal screening and also
prevalence rate of different clinic forms of empairments and types of gene CYP2142’s mutations.

Methods: Reports of the results of CAH screening by medicogenetic service in RT were analysed. Information about children born,
detected cases of CAH was taken from statistic form Ne 12 “Information on the number of diseases, detected within patient residing
in the service area of medical organization, Rosstat” during 2006—2018yrs. Materials for analysis of health clinic of children’s
CAH were case histories of patient, observed in endocrinology department of GAUZ “Republican children clinic hospital” Ministry
of Health of The Republic of Tatarstan (DRKB MZ RT). Molecular-genetic researches were conducted on the basis of Federal state
budgetary institution “National medical center for endocrinology” of the Russian ministry of Health. (FGBU “NMIC of endocri-
nology) of The Russian ministry of Health) with the support of “Alfa Endo” program CAF charity foundation.

Results: During 2007—2017 yrs. according to the results of neonatal screening 32 children with CAH were detected. The case rate
ranged from 1:5054 to 1:56 598 newborn. The maximum of the disease case in RT was detected in 2016 (11 children). With 24 chil-
dren molecular-genetic analysis was conducted, as a result 24 gene CYP21A42’s mutations were detected in homo- and heterozygotic
state. The most widely spread mutation turned to be 12spl, which was found in 45,8% of cases.

Conclusion: Conducted analysis confirms the necessity of the further study of the CAH case rate distinctions in different areas and
cities of RT, and also upgrade of the organization and performance of the neonatal screening.

Key words: children, congenital adrenal hyperplasia, neonatal screening, CYP21A2 gene, mutation, molecular-genetic analysis.
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poxaeHHas AMCHYHKIMS KOPbl HaANOYeYHUKOB

MpeAcTaBisgeT coOOl TpymIy ayTOCOMHO-pelec-
CUBHBIX PACCTPOMCTB, XapaKTepU3YIOLIUXCS Hapylle-
HUEM CHHTe3a KOpTuKocTepounoB. Ha ocHoBaHuM
pe3yJIbTaTOB HEOHATaJbHOTO CKPUMHUHIA U JaHHBIX
HallMOHAJLHBIX PEEeCTPOB YCTAHOBJEHO, 4YTO YacToTa
3a0oeBaHusl Konebaercss ot 1:14 teic. mo 1:18 ThIC.
poxnenuit [1]. B Poccum, mo pesyiabraTaM CKpUMHUHIA,
yacToTa JaHHOW marosoruu coctapisger 1:9500 [2].
B 90—95% cny4daeB BpoxkaeHHast AUCHYHKIIMST KOPbI HAJl-
MOYEYHUKOB OOYCJIOBJIeHA MyTauusiMu B reHe CYP21A2
(xpoMocomHasg Jokanu3auus 6p21.33), Komupyroiem
depMeHT 21-THIpOKCUIasy HaANmo4YeuHUKOB. Jleduuut
21-rumpokcuiasbl MPUBOAUT K HeEaneKBaTHOMY CHH-
Te3y KOPTU30Ja U albI0CTepOHa, U30LITOYHOMY CUHTE3Y
aHIPOTEHOB, KJIMHUYECKUM TMPOSIBICHUSIM TUIIOKOPTHU-
LIM3Ma U TUIIepaHAPOreHUN.

Ilo creneHu BbIpaxkeHHOCTU AeduiuTta 21-rugpok-
cuiia3bl BpOXIEHHasT OUCHYHKILMS KOpPbI Haamodey-
HUKOB TIOApA3le/sieTCss Ha COJBTEPSIOIIYIO, TMPOCTYIO
BUPUJIbHYIO U HekJaccuuecKyto (popmel [3]. [To maHHBIM
JIUTEpaTyphbl, B Cjydae TIOJHOW MOTEPU AaKTUBHOCTHU
depMenTa  (coabrepsiomias  ¢opMa)  HaOIOZAETCS
TecHast reHOTUI -(heHOTUTTNYECKAs KOppesIus,
MpY YaCTUYHOI (MpocTasi BUpUJbHas (popMa, HEKJIacCu-
YeCKUii BapuaHT) — cjiabast Koppesuus [4].

Ilpu HecBoeBpeMeHHOI OMAarHOCTHUKe 3aboiie-
BaHMUSI BO3MOXHBI JIeTadbHbI MCXOH, HeNpaBUJIbHAs
perucrpauus IacrnopTHOTO Ioja pedeHKa, HeydoB-
JICTBOPUTEJIbHbINA KOHEUHBI POCT IMaLMEHTa BCJEI-
CTBUE PAHHETr0 3aKPBbITUS 30H POCTa, YTO CYIIECTBEHHO
CHUXXAeT YPOBEHb COLMAJbHOI ajanTaluuu OOJbHBIX
nereii. Onpenenenue ypoBHs 17-OH mnporecrepoHa —
HauboJiee MOCTYMHBIA METON AWAarHOCTUKM AedUuLmnTa
21-ruapokcunasbl. JlaHHBIM MapKep MCIIOJIb3yeTCs
B Mpolielype HeOHATaJIbHOTO CKPUHMHTA, BBEIEHHOTO
¢ cepenuHbl 2006 ., B pe3yabTare KOTOPOIrO 3HAYM-
TEJbHO YJy4IIWIach IMAarHOCTMKAa M PaclpoOCTpaHeH-
HOCTb BPOXKIEHHOM AUCHYHKIIMM KOPBI HAAITOYEYHUKOB
BhIpOCIa OoJjiee yueM B 2 pasa [5].

HaubGonee coBpeMeHHBIM U UH(OPMATUBHBIM
MeTOIOM Bepu(UKalMU AMAarHo3a SIBASETCS MOJIEKY-
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OPUINHAJIbHBIE CTATbU

JISpHO-TeHeTu4eckoe wuccienoBanue reHa CYP2IA2
Ha 3Tare He TOJbKO MOCTHATAIbHON AUArHOCTUKHU, HO U
TeHETMYECKOTO KOHCYIBTUPOBAHUS OYAYIIMX POAUTEIEH
naM OepeMEHHOM KEHIIMHBI. DTOT METOJ IMO3BOJISIET
MOATBEPAUTh HAJMUME TMATOJOTUM, a TakXe MPOTHO3M-
poBaTh KJIMHUYECKYI0 (popMy 3a00jeBaHUS 10 JaHHBIM
HanmoHanbHOro MEAMIIMHCKOTO HCCEN0BaTENbCKOTO
LIEHTpa SHAOKPUHOIOTUH [5, 6].

Cnenyomiass 10 paclpoCTpaHEHHOCTM — (opma
BPOXIEHHOI AUCHYHKLIMU KOPbl HAAIOUEUHUKOB, 00Yy-
cioBieHHas Aeduuutom 11B-ruapokcunasbl, MpOsBIs-
IOIIAsiCsl CMHAPOMOM TMIIEPAHAPOTeHUM B COYETaHUU
C apTepUalbHON TMNEPTEH3UEH Yy JUIl KaK MYXCKOTO,
TakK M XEHCKOTO MoJjia BCIeACTBME YaCTUUHOro AedekTa
CUHTe3a KopTu3soJja [7].

Henp wnccaenoBanus: ormpeneJeHUe YacTOThl Peru-
CTpalMy BPOXIEHHON AUCOYHKLIMM KOpPHI HaaIrovey-
HukoB B Pecnybiauke TaTtapctaH 1ocjie BHeIpeHUs
HEOHATaJbHOrO CKPUMHUHIA Ha JaHHYIO MaToJOTHIO,
omnpeeieHne pacnpoCTPaHEHHOCTU Pa3JIMYHbIX Bapu-
aHTOB MyTaLuii reHa CYP21A2 n aHalIu3 reHOTUI-(GeHo-
TUMUYECKOTO COOTBETCTBUSI.

MaTtepuan un metoabl

ITpoBeaeHO peTpOCTIEKTUBHOE UCCIeIOBaHUE PE3YJIb-
TaTOB HEOHATAJbHOIO CKPMHUHTA Ha BPOXISHHYIO TUC-
(byHKLIMIO KOpPBI HaAMOYEYHUKOB, TapamMeTpoB IEMO-
rpapuueckoit cratuctuku B Pecmybnuke Tatapcran
B nepuon ¢ 2006 mo 2017 ., a TakXe aHaIMU3 UCTOPUIA
00s1e3HM MaLuueHToB. B pamkax uccienoBaHus MpoaHa-
JIM3UPOBAHbl JaHHBIE MEIUKO-TEHETUYECKOU CIyKObI
Pecnyonuku TatapctaH o pesyiabTraTax CKpUHUHTA
Ha ykKa3zaHHoe 3a0oJjieBaHUE, a Takxke MHpOpMaLus,
conmepxainasicsi B cratuctuueckoir dopme Nel2 Poc-
cTaTa M marepuanax CTaTUCTUKMU 3I0POBbSl HAaCEJEeHUSs
u 3apaBooxpaHeHus rmo Pecry6iauke Tatapcran 3a 2006—
2017 rr. (4ucio OeTeil, POAMBIIMXCS KUBBIMU, UYKMCIIO
00cIeI0BaHHBIX HOBOPOXAEHHBIX M BBISIBICHHBIX CITy-
YyaeB BPOXIEHHON AUCGHYHKIIMU KOPbI HAAIIOYeUHUKOB)
3a mepuon 2006—2017 rr. BeiBogbl 00 OCOGEHHOCTSIX
KJIMHUYECKOTO TeUeHHsl 3a00JIeBaHUSsI CeJaHbl Ha OCHO-
BaHUM UCTOPUiII OOJIE3HM MAIlMEHTOB, IOJyYaBIINUX
cTallMoHapHoe JiedeHue B JleTcKoil pecmyOaMKaHCKOM
KJIMHUYEeCKOUM OosibHMLIE MuH3opaBa PecnyOnuku
TaTtapcran.

Cratuctuueckass o0pabOTKa maTepuajia IMpoBeacHa
C WCIOJb30BaHUEM CTaHAAPTHOIO IlaKeTa MporpaMm
Microsoft Excel, SPSS 13,0 u MeTonoB BapuaLlMOHHOI
cratuctuku: Kpurepuit ManHa—YutHu (U) mus cpas-
HEHUsI HEe3aBUCHUMBIX BBIOOPOK; KPUTEPUU y* IJIsl CpaB-
HEHUsI OTHOCUTENbHBIX ToKa3zaTeseil. CTaTUCTUYECKYIO
3HAUMMOCTh Pa3IMUMii OLIEHWBAIW TPU BEPOSTHOCTU
CIIpaBeUIMBOCTHU HYJIeBOI rumnote3bl MeHee 5% (p<0,05).
JlaHHble B TeKCTe M TabauLax IpeacTaBieHbl B BUIE
Me [25-ii mpouUeHTWIb; 75-i1 MpoLeHTUIb|, rone Me —
MenuMaHa, 25-ii u 75-ii NPOLIEHTUIU — HUHTEPKBAH-
TUJIbHBIA pa3max.
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laiidynauna M. P. u coagm. PacnipocTpaHEHHOCTb Pa3IMYHBIX KIMHUYECKUX (opM 3a00/1eBaHMs M BAPUAHTOB MyTalinii reHa CYP21A2 npu BpOXIEHHOI. ..

Pe3ynbraTbl

CpenHsiga yacToTa BPOXKIEHHONW MUCHOYHKIIMU KOPBI
HaAMOYEeYHUKOB IO JaHHBIM CKPMHUHIA 3a TIEpPUOJ,
2007—2017 rr. B Pecniyonuke Tarapcran coctaBmia 1:16
260 HOBOPOXIEHHBIX (Tab. 1). EXXeromHo AMarHoCTUpPO-
Bajioch OT 1 10 4 ciyyaeB 3a0os1eBaHust; B 2016 . 1uarHo3
BepuduLMpoBaH y 11 NauyMeHTOB U YacTOTa BPOXIACHHOM
IUCHYHKIIMN KOPbI HAAMOYEUHUKOB JOCTUIIA PEKOPIHBIX
1:5054 HoBopoOkIeHHBbIX. HeoHaTaabHBIE CKPUHUHT
B 2017 u 2018 TIr MIPOAEMOHCTPUPOBAJ IIPUBBIYHYIO
n1st TaTapcraHa CTaTUCTUYECKYHO KapTUHY (3 1 2 pebeHka
COOTBETCTBEHHO).

Bce maumeHThl ¢ Bepu(pUUMPOBAHHBLIM IMArHO30M
WMeJIM TaToJIOTMYecKoe 3HauyeHHe OUOXUMHMUYECKOTO
Mapkepa TIpyM TMPOBEACHWM CKPUHUHTA, YTO CBHIE-
tenbecTBYeT O 100% 4YyBCTBUTEIBHOCTU IIPUMEHsIE-
moro Metoaa. CrieunbUIHOCTh NPOLEAYPbl CKPUHUHTA
Ha BPOXAECHHYIO NUCGHYHKIIMIO KOPbl HaAMOYEUHUKOB
COOTBETCTBYET 99%.

HaubGonbiiee YUCIO cllyyaeB 3a00J1eBaHUsI
0 pe3yJibTaTaM CKpUHWHTA 3aperucTpupoBaHo B KazaHu
u Habepexubix Yennax — 9 u 7 gereil COOTBETCTBEHHO.
CrenyeT OTMETMTb, UTO vacTtoTa mnaTtojiorud B Habe-
pexHbIx YeaHax CTaTUCTUYECKM 3HAUYMMO IIpeodiiamaeT
Hag TakoBoii B ctonuie Tarapcrana (1:2043 u 1:10 675
cooTBeTcTBeHHO; p=0,0023).

PacnipocTpaHeHHOCTb  BPOXAEHHON IUChHYHKIIUN
KOpbl HaamoyeyHukoB B Pecmybnuke Tatapcran ObLia
JIOCTATOYHO cTabuIbHOI B tepuoa 2010—2015 rr. 1 Haxo-
nuiaack Ha ypoBHe 5,22—5,92 nHa 100 Thic. HacejeHUs
COOTBETCTBYIOILIETO Bo3pacTta. BeiencTsue perucrpaiuu
11 HOBBIX ciydaeB 3aboneBaHus B 2016 . JaHHBIA MMOKa-
3aTeb yBeanuuics 10 7,53 Ha 100 Teic. (CM. pUCYHOK).

Ha 01.01.2018 . B Pecnyonuke TaTtapcraH 3aperu-
CTpUPOBaH 61 MalMeHT JeTCKOro U MOAPOCTKOBOIO BO3-
pacta ¢ BPOXAEHHON AUC(YHKIMEH KOpbl HaImouyed-
HUKOB (35, uin 59% manpunkos: 25, win 41% neBouek),
u3 Hux 51 pebeHok 14 ner u mmanme, 10 MogpocTKOB
B Bo3pacte 15—17 jetr. ¥ 60 (98,3%) maLueHTOB BBISIBJICH
nepuunt 21-rugpokcwnasel, y 1 (1,7%) — nedunur

11B-ruapokcunassl (runeproHryeckas opma 00ye3Hu).
HauGonbiiee 4ucio MalUEHTOB 3apericTpUpPOBAHO
B Kazanu u HaGepexubix YenHax — 11 u 12 coorBeT-
ctBeHHO. C y4eToM YMCJIEHHOCTH IETCKOTO U MOAPOCT-
KOBOTO HaceJieHUs] B O3TUX TOpojax paclpoCTpaHeH-
HOCTb BPOXIEHHOM TUC(HYHKIIMU KOPbl HAATTOYEYHUKOB
B HaGepexnbix YeaHax (10,37 Ha 100 ThIC.) TaKKe CTaTH-
CTUYECKM 3HAUMMO MpEBbIIIAET aHAJIOTMYHbBIM TMoKa3a-
teab B Kazanu (4,4 na 100 trIC.; p=0,036).

C MoMeHTa BHEApPEHMS] MPOrpaMMbl HEOHATAJIBLHOTO
CKPUHMHTA Ha BPOXIEHHYIO TUCHYHKIINIO KOPbI HAIO-
yeyHUKOB Ha Tepputopum Tarapcrana (2006—2017 rr)
ObUIO JAMArHOCTUpOBaHO 32 ciayyast 3a0o0JieBaHMUS.
B 2017 . 2 pebeHka My>KCKOro MoJia C COJIBTepsIoleit
(opMoii 6osie3HM yMepaM Ha TIEPBOM Mecslie KU3HU
(10-i1 1 14-i1 {HU KU3HU) B pe3y/bTraTe COJIBTEPSIIOIIETO
KpH3a OCTPOIi HAaJANIOYeUHUKOBOI HegocTaTouHocTu. Oba
pebeHKa He ToJydyaau 3aMeCTUTEIbHYI0O TOPMOHAIbHYIO
Teparnuio, B IEPBOM CIyyae M3-3a CMEHbI MeCTa XKUTeJb-
CTBa MOCJIe BHIMUCKU peOeHKa U3 POAWIBHOTO OTIAeICHUS
LlenTpanbHoli palilOHHOM OOJLHUILIBI U UTHOPUPOBAHUS
Marepblo MPOLEAYPbl TMOCTAHOBKM HOBOPOXIEHHOTO
Ha MEAMIMHCKUI yYeT, BO BTOPOM — B CBSI3U C KATErOpU-
YeCKUM OTKAa30M pOAMTESIel maleHTa OT JIeUeHus.

Takum oOpa3om, Ha OCHOBAaHUM pPE3YyJILTATOB HEO-
HaTaJbHOro CcKpuHuHra B Pecnyonuke Tatapcran
no 01.01.18 Ha y4yeT ¢ AMAarHO30M <«BPOXKIEHHAs IHC-
(yHKLMST KOpPBI HAAMOYEYHUKOB» OBbLUIM TTOCTAaBJICHBI
30 mereit (15 meBouek u 15 manpumukoB). Hauano 3ame-
CTUTEJIBHON Tepanuu MPUXOIUIOCh Ha CPOKK 6—22 mHU
KM3HU. BakHO OTMETUTh, YTO BCEM 3THUM IallMeHTaM
JiedeHre ObUTO HAYaTo J0 MOSBICHUS KIMHUYECKUX MPU-
3HaKOB 00JIE3HU.

Knunuyeckue ¢opMbl 3a0ojieBaHUSI ObLIM  pac-
MpeaeseHbl  CIEAYIoNIMM  00pa3oM:  COJIBTepsIIoNIas
dbopma auarHoctupoBaHa y 29 u3 30 mereii, mpocTas
pupuibHas — y 1. Coabrepsioliasi opma ycTaHaBIMBa-
Jlach MPU HAJIMYMM Y TAUMEeHTa KJIMHUYECKU 3HAYMMOM
MMHEPATOKOPTUKOUIHOM HEIOCTATOUHOCTH (TU30IbI
COJIBTEPSIIONINX KPU30B M/WUJIW DJEKTPOJUTHBIN aucha-
JIaHC U/WIM CYIIECTBEHHOE MOBBILIEHNE YPOBHSI peHUHA
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Pucynok. Pactipoctpanennocts (#a 100 Tbic. HacesIeHNsT) BPOKIEHHOM MchYHKINA KOPbI HAAnoYeynnkoB B Pecyosmke Taraperan.
Figure. Prevalence (per 100 thousand population) of congenital adrenal hyperplasia in Republic of Tatarstan.
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B aHaMHe3e). [IpocTas BupuabHas (popMa IMarHOCTUPO-
BaHa y I€BOYKHU C HEMPaBWJIbHBIM CTPOCHUEM HAPYXKHBIX
reHutanuii  (Bupwimsauus mno Prader III cremenu)
0e3 COJIBTEePSIIONINX KPU30B Ha MPOTSKEHUU BCErO Bpe-
MEHU HabJIIoIeHUS.

V 24 nereii ucciieayeMoii TPYIIbl UarHo3 ObUT MO~
TBEPXKIEH TMPU MOJEKYJISIPHO-TEHETUYECKOM TECTUPO-
Banuu reHa CYP2IA2 (y 4 mauyeHTOB TIeHETUYEeCKOe
3aKJII0OYEHNEe K MOMEHTY TOATOTOBKM CTaTbW He ObLIO
MoJy4eHo, 2 JeTsIM MCCleqoBaHWe He TMPOBOIMIIOCH).
Bru10 06HapykeHO 8 BapuaHTOB MyTauuii reHa CYP21A2.
V 16 nauueHToB (7 MaIbuMKOB, 9 I€BOYEK) BbISIBICHHbBIC
MyTallMy HaXOAWIMCh B TOMO3UTOTHOM COCTOSIHUM, Y 8
(4 manbuuka, 4 NeBOYKM) — B rerepo3urotrHom. Omu-
caHHas1 y OOJIbHBIX C BPOXIEHHOU IMCOYHKIIME KOpbl
HaanoyeyHukoB Mytauust Q3 18W B Hallleii Koropre maru-

OPUINHAJIbHBIE CTATbU

€HTOB He 3aperucrpupoBaHa. HykieoTnaHbie BapuaHTbI
V237E, 3453S BbIsiBJICHBI TOJIBKO Yy neBodek, E3del —
Yy MaJIbYMKOB B TOMO3UTOTHOM cocTosiHuu. Hanbosee pac-
MpocTpaHeHHbIM B PecriyOonuke TaTapcTaH reHeTUYECKUM
nedexkToM okasaicst 12spl, o6HapyxeHHbINH v 11 (45,8%)
O6onbHBIX — y 10 mereit ¢ conbrepsoieii ¢popMoit u 1
pebeHKa ¢ IIpoCToii BUPUIIbHOM (hopMoii (Tadt. 2).
OpueHTUpOM ISl ompeaeseHusT (PeHOTUI-TeHOTH -
MMMYECKOTO COOTBETCTBUSI CTAIM CJEAYIONINE UCTOUYHUKHN
[2, 5]: «DenepaibHble KIMHUYECKUE PEKOMEHAALUU —
MPOTOKOJIBI 10 BeJACHUIO MAIIMEHTOB C BPOXIEHHOM AuC-
(byHK1LIMEN KOPBI HAATIOYEYHNKOB B JETCKOM BO3pacTe»,
«KimHuueckue pekoMmeHaaluuu. JluarHocTuka u jaedyeo-
HO-TIPOUIAKTUYECKIE MEPOTIPUSATHSI TIPU BPOKACHHOM
IUCGHYHKIIMM  KOPbl  HAAMOYEUYHUKOB Y IMAllMEHTOB
BO B3pOCJIOM Bo3pacTe». B mccienyeMoli Hamu TpyIime

Tabauya 1. Pe3yasTaThl HEOHATAJIBHOTO CKPMHUHTA HA BPOXKIEHHYIO AUChYHKIHIO KOpbl HaanodeyHukos (BJIKH) B Pecny6sinke

Tarapcran

Table 1. The results of neonatal screening for congenital adrenal hyperplasia in the Republic of Tatarstan

Yucno nereii, MMEIIMUX NATOJOTHIECKOE

Ton pom:f;plllci;)cie;;ltumn cozaepxanue 170H-nporecrepona Bep:dzd:ﬁpii?j;i;zzp};;m Yacrora BAKH
HA MEepBOM 3Tane CKPUHHUHTA

2007 40 892 76 1 1:40 892
2008 44290 96 1 1:44 290
2009 46 605 81 2 1:23 303
2010 48 791 245 4 1:12 198
2011 50777 83 2 1:25 389
2012 55421 360 1 1:55 421
2013 56 458 362 4 1:14 115
2014 56 480 458 2 1:28 240
2015 56 598 497 1 1:56 598
2016 55592 564 11 1:5054

2017 48 298 180 3 1:16 099

Tabauya 2. PacipocTpaHEeHHOCTh PA3IMYHBIX BApHAHTOB MyTanuii (n=8) B rene CYP21A42 y nereii (n=24), BbISIBJIEHHBIX 1O MPO-

rpaMMe HeOHATAJIbHOTrO CKpuHUHTa B Pecmyosmmke Tarapcran

Table 2. Prevalence of different mutations (n=8) in the CYP21A2 gene in children (n=24) identified by the neonatal screening

program in the Republic of Tatarstan

MajbuuKku JleBoYKH
Myramss YacroTa anieabHOro
yrau| papnanTa,% TOMO3UTOTHOE KOMIayHJI- TOMO3UIOTHOE KOMIayH/I-
COCTOSIHHE TeTePO3UrOTHOCTh COCTOsTHHE reTepO3UroTHOCTh
12spl 33,3 — 3 5 3
R356W 18,8 1 3 2 —
V281L 16,7 2 — 1 2
E3del 12,5 3 — — —
1172N 8,3 1 1 — 1
P30L 42 — 1 — 1
V237E 2,0 - - — 1
34538 42 — — 1 —
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laiidynauna M. P. u coagm. PacnipocTpaHeHHOCTb Pa3IMYHBIX KIMHUYECKUX GopM 3a00/1eBaHMs M BAPUAHTOB MyTaliuii reHa CYP21A2 npu BpOXIEHHOI. ..

Tabauya 3. CooTBETCTBHE reHeTHYECKOTO JAedeKTa KIMHNIECKOii KapTHHe AedunuTa 21-ruapoKcuiasbl

Table 3. Compliance of the genetic defect with clinical picture of 21-hydroxylase deficiency

Knnnnyeckas opma, KomuecTBo aereit

MyTtanus IIporno3upyemas KJiMHUYeckas popma

JE€BOYKH MaJIbYUKH
12spl Corbrepstroliiast/IpocTtast BUPWIbHAsI ﬁ;gﬁi%ﬂéggx};gﬂ 1 Counbtepstonas — 3
r356W Conrsrepsronasi/mpoctast BupwibHast — Comnbrepsromast — 2 Counbrepstonas — 4
v281L Hexnccnueckas ﬁ;g]f;}; H;fjib;zﬂ 1 Counbrepstonas — 2
e3del ConbTepsronias — Counbrepstonias — 3
il172N [Ipocras BupuabHast Counprepsitonias — 1 Counbrepstomnias — 2
p30L Hexnaccuueckasi/mpoctast BupuiabHasi  ConbTrepsitonias — 1 Counbrepstomnias — 1

v237E Conbrepsronias Conbrepsitonias — 1 —

3253S JlaHHBIE OTCYTCTBYIOT Counbrepsitonias — 1 —

rmanueHToB Mytaunu 12spl, R356W, E3del, V237E, 3253S
MPUBEIN K Pa3BUTUIO OXXKUAAEMON KIMHUYECKOU (POPMBI
3a0oiieBaHMsI, reHetuueckue aedexktol V281L, T172N,
P30L deHoTMIIMUECKMII IIPOTHO3 HE pealru30BaIn
(tabu. 3). Tak, HECMOTpPsSI HA OMMCAHHBINA IPU MyTallUU
V281L HekylacCMYECKUii BapUaHT BPOXKIECHHOI auc-
(byHKUIMM KOpBI HAAMOYEYHMKOB, B Hallleil Koropre
MalMeHTOB OHa OOYCJIOBMJA DPA3BUTHE COJBTEPSIONIEH
dopmbl Y 4 GOJBHBIX U B KOMMAyHA-TeTEPO3UTOTHOM
COCTOSSHUM TipuBela K (OPMUPOBAHMUIO IPOCTOM
BUPUJIbHOM (hOpMBI Y 0HOro peberka. Myrauuu 1172N,
P30L, xapakTepHble 1151 HEKJIACCUYECKOTO U IIPOCTOTO
BUPWJIBHOTO (DEHOTUIIA, BBISIBJICHBI Y MAILIUEHTOB C COJIb-
TEPSIOIINM BapUaHTOM OOJIE3HM.

O6cyxaeHue

HccnenoBaHue YPOBHS 17-OH-nporecrepoHa
B KalmWUISIPHOW KPOBU HOBOPOXKIEHHBIX Ha TeppH-
topun Pecrybmku Tarapctad HayaTo B oKTs10pe 2006 1.,
M B yKazaHHOM IOy B paMKax HEOHATaJlbHOTO CKpH-
HUHIa o0cienoBaHbl Bcero 22,5% HOBOPOXIECHHBIX.
M3 5 mauueHTOB C BPOXACHHOU MUCGYHKIMEH KOpbI
HaAIMOYEYHNKOB, poxXaeHHBIX B 2006 I., TOJIBLKO Yy OMHOTO
3a00jieBaHMEe ObLIO AMArHOCTUPOBAHO IO pe3yjbTaTaM
ckpuHuHra. IloaTomy cuuTaeM Heleaecoo0pa3HbIM
ucronb3oBath gaHHbie 2006 I 1j1s1 MOABEACHUS UTOTOB
CKPUHMHTA Ha BPOXIEHHYIO AUCHYHKIIMIO KOPbI HAATO-
YEUHMKOB Ha TEPPUTOPUHU Hallek pecnyonuku. B 2007 .
OXBaT HEOHATaJlbHbIM CKPUHMHIOM Ha 3TO 3aboJe-
BaHMe JOCTUT yke 98,79% HOBOPOXICHHBIX, a ¢ 2010 L.
M0 HacTosIIIee BpeMsl HaXOIUTCs Ha YpOBHE, MpEBbIIIA-
oueM 99%.

Exeronno B Pecniybnuke TaTapcTan 1mo pe3yjabTaTaM
CKPUHMHTA BBISIBIsIETCS OT 1 10 4 cayyaeB BPOXACHHOM
IUCHOYHKLIMA KOPbl HaAMNOYeYHUKOB. QObsICHEHUE
«BCIUIECKa» 3aboseBaemMoctd B 2016, Korma Hacjen-
CTBeHHas1 (¢epMeHTomaTusl Oblla JUarHOCTUPOBaHA
y 11 namueHTOB M 4YacToTa 3a00JieBaHUSI OOCTUILJIA
1:5054 HOBOpOXAEHHBIX, HAMU He HaiimeHo. CpemHss

yacToTa BPOXACHHOW IUCHYHKLIMU KOpPHI Haamoyey-
HUKOB 110 JaHHBIM CKpuHUHra 3a nepuoa 2007—2017 rr.
B Pecnyonuke Tatapcran (1:16 260 HOBOpPOXKIECHHBIX)
3aMETHO HIXe cpemHero mist Poccuiickoit Denepanuu
(1:9500).

HecMmoTpsi Ha BBICOKYIO YYBCTBUTEJIBLHOCTb M CHEIl-
nudHocTs MeTonoB ckpuuHuHra (100 u 99% coorset-
CTBEHHO), OOJIbILIOE YMCJIO JIOXKHOIMOJOXUTETbHbBIX
pe3yJIbTaTOB Ha TIEPBOM 3Tale HeOHATaJlbHOTO obOcie-
JIOBaHWSI, CBSI3aHHOE, IO JaHHBIM  JIUTEPATypHl,
C HEIOHOLIEHHOCTbIO U  MOP(PO(YHKIMOHATLHOI
He3peJIOCThIO NeTeil, X COMaTUYeCKMM HeOJIaromnomy-
yueM, CKas3blBaeTCsl Ha MPOTHOCTUYECKOM IIEHHOCTU
MeronoB. [lo HamMM JaHHBIM, TPOTHOCTHYECKAs
LIEHHOCTh TI€PBOT0 TeCTa HEOHATaJbHOTO CKPUHMHIA
Ha BPOXIEHHYIO AMCHYHKIIMIO KOPbl HaAMIOYEYHUKOB
B Tatapcrane 3a nepuon 2007—2017 rr. cocrasuna 1,57%,
T.€. TIPU MOJYYEHUU MaTOJOTMUECKOTO 3HAYEHUST YPOBHSI
17-OH-nporecTtepoHa BepOSITHOCTb Haauuusg 3abose-
BaHUs y pebeHKa cooTBeTCTBYET 1,57%.

TpyoHO OOBSICHUTHL CYLIECTBEHHOE IpeoliamaHue
pacrpoCTpaHEeHHOCTU  HACJENCTBEHHON  (epMeHTOo-
MaTUM C ayTOCOMHO-PELIECCUBHBIM TUTIOM HACJIeI0BaHUS
B I. HaGepexxHbie YeaHbl, UICTOPHUS KOTOPOTO Mpeamnoa-
raeT MUHMMAaJIbHYIO BO3MOXHOCTb CO3aHUSsT OJIM3KOPO/I-
CTBEHHBIX OpaKoB (OCHOBA HaceJIeHUsI — MOJIOJIbIE JIIOIH,
B 60-¢ rompl XX Beka IpUEXaBIIME HA CTPOUTETLCTBO
rpagoo6pa3syioiiero npeanpusatusi «KAMA3»).

3aknovyeHue

TakuM o6pasom, 3a 2006—2017 rr. mo pesyasraTam
HEOHATaJbHOIrO CKPUHMHIA BbISIBICHbI 32 pebeHKa
C BPOXIEHHON IUC(YHKIIME KOpbl HaINOYeYHUKOB.
ITpu sTom yacroTa 3aboJieBaHUs BapbupoBaia ot 1:5054
10 1:56 598 HoBOpokIeHHBIX. COITACHO IMOJYYEHHBIM
JNIAHHBIM OXBaT HEOHaTaJbHBIM CKpUHUHIOM B Pecry0-
nuke TatapcTaH COOTBETCTBYET COBPEMEHHBIM Tpebo-
BaHUSM WU TIO3BOJISIET OOECIeYrMBaTh CBOEBPEMEHHYIO
JNIMarHOCTUKY BPOXAEHHON AMCOYHKIUM KOPbI HAAMO-
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4YeyHUKOB. BHempeHue u peanusaiivs HallMOHAIbHOM
CKPUHMHIOBOI MPOrpaMMbl TO3BOJISIIOT CYIIECTBEHHO
COKPAaTUThb CPOKM BBISIBAECHMSI 3a00JeBaHUSI U BO3pacT
Hayajia TOPMOHAJIbHOM Teparuu.

OnHaKo OCTAaIOTCSI BOMPOCHI, KOTOPbIE TPEOYIOT 1aslb-
HeMIIero u3y4eHus: CylecTBEHHOE MOBLIIIeHNE 3a00J1e-
Baemoctu B Pecrty6uke Tarapctan B 2016 1., coxpaHeHMe
TSDKEJIBIX HeXKelaTeJbHbIX SIBIEHUN (JIeTalbHbIe UCXOIBI,
OILIMOOYHAsT PerucTpalusl MacnopTHOrO I10Ja), BhICOKAs
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