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ANMMOEMUONOIrnsA BPOXOAEHHOW AUC-
®YHKUUN KOPbl HAANOYEYHUKOB B PE-
CNYBIIUKE CAXA (AKYTUA)

MpencraBneHbl pe3ynsTaTbl MHOTONETHEr0 MOHUTOPUHIA YacTOTbl HOBbBIX CIly4yaeB M pacrnpOCTPaHEHHOCTU BPOXAEHHOW rMnepnnasumn Kopbl
HapnoyeyHukos (BIKH) y getent Pecnybnuku Caxa (AkyTtus). Pedynbsratel HeOHaTanbHOrO CKPUHUHIAG U PerncTpa 3HAOKPMHOMOrMYeCcKoro otae-
nenus Megnatpudeckoro ueHTpa PBNe1-HLIM (AkyTck) noka3anu noBbIleHWe 4YacToThbl U pacnpoctpaHeHHocTn BIKH y geten Akytun. Onunge-
MUONOrMYeckne NCCnefoBaHNs AOMKHbI CTaTb OCHOBOW AN NPOBEAEHUS MyOOKNX MOMNEKYNSAPHO-TeHETUYECKUX UCCNeA0BaHNN BBUAY BbICOKOW
pacnpocTpaHeHHoCcTH Tsbkenbix popm BIKH y aetent Pecnybnukm Caxa (AkyTtus).

KnioyeBble croBa: BpOXAEHHas runepnnasns Kopbl HaAMOYEYHVKOB, aApeHOreHTanbHbIi CUHAPOM, BPOXAEHHas HaAno4YevyHKoBas runep-
nnasus, AKyTus, aNMAEeM1oNorus, Yactorta, pacnpoCTPaHEHHOCTb.

The results of long-term monitoring of the frequency of new cases and the prevalence of congenital adrenal hyperplasia (CAH) in children of
the Republic of Sakha (Yakutia) are presented. The results of neonatal screening and the registry of the endocrinology department of the Pediatric
Center RB#1-NCM (Yakutsk) showed an increase in the incidence and prevalence of CAH in children in Yakutia. Epidemiological studies should
become the basis for conducting in-depth molecular genetic studies due to the high prevalence of severe forms of CAH in children of the Republic
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BBepeHue. BpoxaeHHas runepnna-
315 Kopbl HagnoveyHukos (BI'KH) (agpe-
HOreHUTanbHbI CMHAPOM, BPOXAEHHas
HaAno4Yye4YHMKOBas rmnepnnasms) — rpyn-
na 3aboneBaHuii C ayTOCOMHO-peLec-
CVBHbIM TWUMNOM HacneaoBaHWs, Bbl3BaH-
HbIX MyTaUusiMM B reHax, KOOUPYHLLKX
depMeHTbI, BOBMNEYEHHbIE B BUOCKHTES
KopTusona. B 3aBucumoctu ot Tuna u
TSHKECTU (DEPMEHTHON HEAOCTaTOYHO-
CTN 3TO MOXET NPVBOAUTL K HapyLLEHWIO
BGuocrHTE3a TNIOKOKOPTMKOMA0B, MUHE-
pPanokopTUKOMAOB 1 NPOAYKLUM MOMOBbIX
ropmoHoB [1, 2, 5, 6]. Hanbonee pacnpo-

CTPaHEHHbIM HapyLUEHNEM SIBNSETCA ae-
dnumTt 21-rmgpokcunasbl, KoTopbin [0
95% cnyyaeB BO3HMKAeT B pesynbrare
MyTauun unu geneunn B reHe CYP21A2.
Oecdunumnt pepmeHTa NpMBOAUT K Hapy-
LLEHNI0O NMPOM3BOACTBA KOpTM3oma, arnb-
[OCTEpPOHa 1 U30bITKY aHaporeHos [5, 7].

BpoxgeHHas rmnepnnasmsa Hagnoveu-
HUKOB OTHOCUTCHA K Hambornee pacnpo-
CTpPaHEHHbIM ayTOCOMHO-PELIECCUBHBIM
3aboneBaHnsiM. AKTMBHOE BHeOpeHue
HeoHaTasnbHOro CKPVMHWHIa MO3BONNIIO
BbISIBUTb 4aCTOTy BPOXAEHHOW runep-
nnasuy Kopbl HaAMOYeYHNKOB B pasnny-
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HbIX nonynsaumsx [1,2]. Mo gaHHbIM Pang
S. Y. ¢ coaBT, yacTtoTa Knaccuyeckown
dopmbl BIKH, obycnosneHHon pedwm-
uutom 21-rmppokcmnasbl, coctTaBuna 3a
nepuog ¢ 1980 no 1988 r. 1 cnyyan Ha
14199 XMBOPOXOEHUN O FTOMO3UrOT-
HbIX cy6bekToB 1 1 Ha 60 cOOTBETCTBEH-
HO 47151 reTepo3nroTHbIX [8].

B cuctemaTtmyeckom o0630pe cC
BKItOYEHMEM pesynbTratoB 58 uccne-
poBaHun m3 31 cTpaHbl (3a nepuog
1969-2017 rr.) nokasaHo, 4YTo B CpeaHeM
YyacTtoTta BI'KH coctaBnset 1:9498 (95%
poBeputenbHbii - MHTepBan:  1:9089-
1:9945). Hanbonee Bbicokasi 3abonesa-
€MOCTb BbIsiBIieHa B cTpaHax BocToyHo-
ro CpeansemHomopbs n KOro-BoctouHom
A3un, camasi HmM3kasi 3aboneBaemocCTb
3aperucTpupoBaHa B CTpaHax Asuar-
cKo-TuxookeaHckoro pernoHa [7]. Tlo
pesynsrataMm HeoHaTanbHOro CKpUHWMHIa
B Poccuickon ®egepauum yactoTa knac-
cudeckux dopm gedpuumta 21-rugpok-
cunasbl coctaBnser 1 crnyyam Ha 9638
poauBLumxcs xuBbiMu [1]. Hanbonee Bbi-
cokasi YyacToTa oTMevyaeTcs B YpanbCkom
denepanbHoM okpyre (1:6749) n Hu3kas
— B Ceepo-3anagHom deaepanbHOM
okpyre (1:14876) [1].

CBoeBpeMeHHasi OuarHoctTuka u Ha-
3HayeHne apekBaTHoro nedenus BIKH
ABMSOTCSA aKTyanbHbIMWU 3ajadamu Co-
BPEMEHHOW 3HAOKPWHOMOIMM 1 neava-
Tpun. HecmoTpsa Ha psag rmyGokux Ha-
YYHBIX U KIMHUYECKMX OOCTUXKEHUA, OO-
CTUTHYTbIX 3a nocregHue rogbl, JaHHbIe

0 4acToTe, pacrnpoCTpaHEHHOCTU U Mo-
NEKyNApHO-TeHETUYECKMX OCOBEHHOCTAX
3aboneBaHnsi B pasnnyHbIX NONynsLusix
TpebyloT akTyanusauuu.

Llenb nccnenoBaHus - oueHka YacTo-
Tbl HOBbIX Cfy4yaeB W pacnpocTpaHeH-
HOCTWU BPOXOEHHOW rMnepnnasnum Kopbl
HaznoyevyHUKoB y aetent B Pecnybnuvke
Caxa (Akytusa).

Martepuanbl u metoabl. C uUenbto
OLEHKM 4acTOTbl HOBbIX Cly4YaeB BpPOX-
OEHHON runepnnasun Kopbl Hagmnoyey-
HukoB B Pecnybnnke Caxa (AkyTus) npo-
BeJEH aHanu3 [AaHHbIX HeoHaTanbHOro
CKpuHMHra 3a nepwuog 2006-2020 rr. Ansa
OLeHKM pacnpocTpaHeHHocTn BIKH 6bin
chopMUPOBaAH perucTp OeTen C BPOX-
[OEHHON rvnepnnasueit Kopbl Haanoyeu-
HWKOB MO AaHHbIM 3HOOKPUHOMOrMYECKO-
ro otgenexus MNeguatpuyeckoro LeHTpa
IBY PC () «PB Ne1-HLM» kak ronos-
HOro yupexaeHus no AnarHoCTUKe 3TOro
3aboneBaHus.

MpoTokon wuccrnepgoBaHns Obin 0go-
OpeH aTnyeckum komuTeTom OIEHY
«AHL KMIM» (MpotokonNe52 ot 28 sH-
Baps 2021 r.,, peweHue Ne1).

Pesynbratbl u o6cyxpaeHune. He-
OHaTarnbHbIA CKPUHWHI Ha agpeHoreHu-
TanbHbIn cuHapom B Pecnybnuke Caxa
(Axytns) nposoamtca ¢ 2006 r. Ha 6ase
Mepauko-reHeTudeckoro  ueHtpa [AY
PC(A) «PB Ne1-HUM» (3aB. k.M.H. A.JI.
Cyxomsacosa). Bcero 3a 2006-2020 rr.
Obino obcnepoesaHo 201960 HOBOPOX-
OeHHbIx (Tabn. 1). 3a atoT nepuopg Bbl-

siBNeHo 14 aeten ¢ agpeHoreHnTanbHbIM
cvHopomoM. Tem cambiM YacToTa agpe-
HoreHuTanbHoro cuHgpoMma 3a 2006—
2020 rr. B nonynsiuum HOBOPOXAEHHbIX
Pecnybnunkm Caxa (AkyTns), no AaHHbIM
HeoHaTanbHOro CKPWHWMHra, CcocTaBu-
na 1 cnyyan Ha 14426 vccnenoBaHui
(14:201960). Mpwn pasgeneHun Ha 5-neT-
HVe nepuoabl YCTaHOBMEHO, YTO YacToTa
BbisBNeHns BIKH Obina makcumansHom
B 2011-2015 rr. 3a nocnegHUn BpeMeH-
Hov umHTepBan (2016-2020 rr.) yactoTa
HOBbIX Criy4aeB cocTasuna 1 criyyam Ha
18906 ob6cnegoBaHHbIX HOBOPOXOEH-
HbIX. Takum 06pa3om, No AaHHbIM HEOHA-
TanbHOrO CKPWHWHra, 3a 15-neTHun ne-
puoa OTMeYaeTCs yBeNMMYEeHNe 4YacToTbl
0BHapyXeHWs1 BPOXKAEHHON rnepnnasmm
KOpbl HAAMOYEYHMKOB Y HOBOPOXKAEHHbIX
B Pecny6nuke Caxa (Akytus).

[ns OUeHKM OMHaAMWKK pacnpocTpa-
HeHHocTn BI'KH npoBegeH cpaBHuUTENb-
HbI aHann3 gaHHbIX 3a 2007 n 2020 r.
(Tabn. 2) no gaHHbIM perucTpa AeTen ¢
BPOXAEHHON runepnnasnen Kopbl Hag-
NMOYEYHMKOB 3HAOKPMHOMOIMYECKOro OT-
nenenus lMNeguatpudeckoro ueHTpa BY
PC (A) «PBNe1-HLUM». B 2007 r. Haxo-
aunuck nop HabngeHNeM 3HOOKPUHO-
norunyeckoro otgeneHusa [llegmatpude-
ckoro ueHTpa 'BY PC(A) «PBNe1-HLM»
11 peten ¢ BI'KH, 4yto coctaBuno 5,3 Ha
100 000 peTckoro HaceneHus pecnyonu-
kn. Ha koHeu 2020 r. 3apeructpmpoBaH
21 pebeHOK C BPOXAEHHON AUCHYHKLIM-
en Kopbl HagnoyeyHukos (7,9 Ha 100 000

Pe3y.]'leaT]>l HEOHATAJILHOI'0O CKPUHUHI'Aa HOBOPOKACHHbIX HAa aI[peHOl"eHﬂTa.]'lLHbIﬁ CHHAPOM

B Pecniy6iinke Caxa (SIxytus) 3a 2006-2020 rr.

Hucno poAUBLIMXCS O6cnenoBaHo Yactora
Ton B PC(5I), mo nanHBIM Ha a/IpeHOr€HUTANIbHbIN Oxaart, % BrrsaBrneno 60iabpHBIX (1 ciyyaii Ha yHCIIO
SIPMUALL CHH/IPOM 00CIIeI0BaHHBIX)
2006 13623 5559 40,8 0 0
2007 15152 14931 98,5 1 14931
2008 15254 10746 70,4 2 5373
2009 15783 15468 98,0 0 0
2010 15877 15662 98,6 0 0
2006-2010 75689 62366 82,4 3 20788,7
2011 16173 16092 99,5 1 16092
2012 16922 16832 99,5 4 4208
2013 16611 16546 99,6 1 16546
2014 16964 16946 99,9 2 8473
2015 16469 16459 99,9 0 0
2011-2015 83139 82875 99,7 8 103594
2016 15418 15385 99,8 0 0
2017 13710 13693 99,9 0 0
2018 13472 13456 99,9 1 13456
2019 12713 7720 60,7 1 7720
2020 13034 6465 49,6 1 6465
2016-2020 68347 56719 83,0 3 18906,3
2006-2020 227175 201960 88,9 14 14425,7




PacnpocTpanenHocTh Kiaaccuyeckoid popmbl BJIKH
y nereii Pecny0iuku Caxa (SAAkyTus), no JaHHbIM perucrpa

Peructp
T'on Komnuectro Ha 100 000 nerckoro HaceneHHs
2007 11 cnyuaeB Ha 207405 neTckoro HaceJIeHUs 53
2020 21 cnyuaii Ha 264141 nerckoro HacenIeHHs 7,9

Pacnpenenenue naumeHToB ¢ BIKH no agmu-
HUCTpaTuBHbIM parnoHam Pecnybnvkun Caxa
(AxyTmnsa)

OETCKOro HaceneHusl). YBenmyeHue pac-
npocTtpaHeHHocTn BI'KH ceBraetenscTBy-
€T Takke M 00 ynydlleHun pesynbTaToB
neyeHus 3aboneBaHus.

Takum obpasom, B Pecnybnuke Caxa
(AkyTuns) yactota BpoXXOEHHOW ANCHYHK-
UMM KOpbl HaOMo4YeyYHMKOB COMOCTaBU-
Ma C MMPOBbIMU AaHHbIMK [8]. B TO xe
BpemMsi B paboTax, npoBeAeHHbIX paHee
B pecnybrivke, ObiNno nokasaHo, 4TO
BCTPEYAEMOCTb MyTaLMIi, CBA3AHHbIX C
3aboneBaHvemM B [ETCKOW MoMynsiumu,
OO0CTaTOYHO LUMPOKA U pasnmnyaeTcs B OT-
AenbHbIX 3THU4Yeckux rpynnax [3,4].

Mo cocTosiHuio Ha 2022 r. B Pecny6nu-
ke Caxa (AxkyTusa) npoxusaeT 23 peben-
Ka C noaTBepXXAEeHHbIM ANarHo30M BPOX-
OEHHON rMnepnnasnumn Kopbl HAANOYeYHN-
KoB. Ha pucyHke ykasaHbl panioHbl Npo-
XXMBaHWs NaUMEHTOB C 3aboneBaHMeM.

3 obuwero yncna naumeHToB 14 yen.
npoxwuBatoT Ha Tepputopun MO «AKyTCK»
n MO «Katanm», 3 - B HeploHrprHCKOM
panoHe, 2 - BepxHEBUIONCKOM panioHe,
2 - n. Anxan v r. YaayHolhi MUpHUHCKO-
ro panoHa u no 1 - B ropogax JleHck n
AnpaH. HauuoHanbHbI cocTaB nauueH-
ToB ¢ BIKH BbIrmagut cneaywowmm o6-
pasom: 10 geten — caxa, 12 — pycckue,
1 —aBeHK. N3 Hux 13 geBo4vek 1 10 manb-
ynkoB. OTOENbHO CTOUT OTMETUTb, YTO
cpenm obuero yncna naumeHtos ¢ BIKH
eCTb 2 [eTel-CuMpoT, eAUHOKPOBHbIE Ce-

CTpbl, OT pa3HblX OTLOB, MPOXMBaKOLLME
B ropogckom [lome pebeHka r. FkyTcka.

Cpeov [eTen, yYTEHHbIX B perucrpe
6onbHbix BIKH, 95,5% (uwnn 21 B ab-
COIMIOTHOM BbIP@XeHWUM) OeTeil UMET
conbTepsiowyto  dopmy 3aboneBaHus.
BospacT nx coctaBnseT oT 4 mecsaueB A0
16 neT. OTHMYECKUA cocTaB naLMeHTOoB
C conbTepsitollert hopMor NpeacTaBneH
cnegywowmm obpasom — 11 pycckux, 9
caxa, 1 aBeHk. Nonoeon cocTtaB 11 geBo-
yek, 10 manbymKkos.

3akntouyeHue. Yactora BIKH y neten
B Pecnybnuke Caxa (AkyTns), no AaHHbIM
HeoHaTasnbHOro CKpVHWHIa, 3a nepuos
2006-2020 rr. coctaBnsieT 1 criyyam Ha
14426 HoBopOXAeHHbIX. B anHamuke c
2006 r. oTMe4YaeTcs TEHOEHLUMS MOBbILLIE-
HMS YacTOTbl JaHHOW HacneaCcTBEHHOWN
natonorum (¢ 1 cnyyas Ha 20789 peten
B 2006-2010 rr. go 18906 B 2016-2020 rr.
COOTBETCTBEHHO). PacnpocTpaHeHHOCTb
BI'KH, no gaHHbIM perucTpa, no cocto-
sHUO Ha Hadvano 2021 r. coctaensna 7,9
cny4vas Ha 100 000 geTckoro HaceneHus.
B avHamuke pacnpocTtpaHeHHocTb BIKH
MMEET TEHOEHUMIO K MOBbILEHUIO, YTO
oTpakaeT HakonneHue cnyvaeB 3abo-
neBaHWsi Ha (POHe yBENUYEHUst YacToTbl
N ynydueHnss nedyeHus 3abonesaHus.
Hanbonee pacnpoctpaHeHHON (opmoW
BI'KH y neteii B Pecnybnuke Caxa (Aky-
TMH) 9BNseTCA conbrepsiowasa dopma,
Hanbornee Tspkenasi N0 CBOEMY TEYEHUIO.
[aHHbIn dakT yka3biBaeT Ha Gonbluyto
pacnpoCTPaHEHHOCTb TSXENbIX MyTaLunni
rpynn 0 u A, NpMBOAALIMX K MOFHOMY
npekpaLLeHnio akTUBHOCTM 21-rMapoKCu-
nasbl. Heobxoammbl AanbHenwmne ncene-
[OBaHUS B Nonynaumsax SAKyTun 4acToThbl
MyTauuin, NpMBOAALLNX K AednumnTy dep-
MEHTOB, y4yacTByWLMUX B OMOCUHTE3E
KopTu3ona.

Paboma eblirnosnHeHa 8 pamKax memb|
HUP ®IBHY «5HL KMIMN» «®u3udeckoe
passumue u cocmosiHue 300po8bsi dem-
CKO20 HacereHusi 8 ycrnosusix KpatliHez2o
Cesepa (Ha npumepe Skymuu)» (Homep
2ocpeaucmpayuu:  1021062411641-9-
3.2.3), 8 pamkax eocsadaHusi MuHu-
cmepcmea Hayku u obpasosaHus PQ
(FSRG-2023-0003, FSRG-2020-0014).
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