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Pe3lome. B naHHOl cTaThe NpEACTaBICH aHAIM3 KIMHUYECKMX U J1a0OpaTOPHBIX NaHHBIX Y
HOBOPOXKJICHHBIX B paHHEM HEOHATAJIbHOM TIEPUOJE C YCTAaHOBJICHHBIM JIMarHO30M BpOXKJCHHAs
TUCYHKIMS KOpPBl HAIAMOYEYHHMKOB, CONbTepsiomias (opMma, HAXOAMBUIMXCS Ha JICYCHUH B
PecnyOnukanckoM Hay4HO-TIPAaKTHUECKOM LieHTpe «Matb u nutsi» B iepuof ¢ 2014 mo 2024 rofpl.

KawueBble ciaoBa: BpoxaeHHass AUCHYHKIMS KOPbI HAANOYEYHHKOB, HOBOPOXIEHHBIH, 17-
THIPOKCUIIPOTECTEPOH.

Resume. This article presents an analysis of clinical and laboratory data in newborns in the early
neonatal period with an established diagnosis of salt-wasting congenital adrenal hyperplasia, who were
treated at the Republican Scientific and Practical Center «Mother and Child» in the period from 2014 to
2024.

Keywords: congenital adrenal hyperplasia, newborn, 17-hydroxyprogesterone.

AKTyaJbHOCTb. Bpoxaennas auc@ynkuus Kopsl HaanoueunukoB (BJIKH,
AJIpEHOTEHUTANIBHBIN ~ CUHIAPOM, BpOXIE€HHBIE aAPEHOTCHUTAIIBHBIE  HAPYIIECHUS,
cBsi3anHble ¢ aepuuutoMm ¢epmentoB - MKbB-10: E 25.0) — rpynma reTeporeHHbIX
3a00J1€BaHUM C ayTOCOMHO-PEIECCUBHBIM TUIIOM HACJIEA0BaHUs, B OCHOBE KOTOPBIX JIEKHUT
nedexT (epMEeHTOB WIIM TPAHCIOPTHBIX OEJTKOB, YYaCTBYIOIIMX B CHUHTE3€ KOPTHU30Jia U
anpaoctepoHa [1,2].

JIrobast u3z popm BJIKH Bo3HUKaeT mo mpuyMHE MyTalliu B F€HaX, OTBEYAIOIIUX 32
cuHTe3 (EepMEHTOB WU KOPEPMEHTOB CTEPOMIOTECHE3a, a TAKXKE B T'€HE, KOAUPYIOIIEM
STAR-nporend. Camas dactas ¢opma, HEIOCTATOYHOCTh 2 1-THAPOKCHUIIa3bl, BO3HUKAET
BcliesicTBUE omOkU pexomOuHanuu rena CYP21A2, naxopsierocss Ha KOPOTKOM ILIeue
6-11 xpoMocomel [3.4].

CHmKeHue akTUBHOCTH 21-ruapokcuiiazbl MPUBOIUT K (EPMEHTHOMY OJIOKY, B
pe3ysibTaTe KOTOPOrO W3 IMPOrecTepoHa W 17-TUAPOKCUIPOTECTEPOHA HE MOTYT B
JOCTaTOYHOM KOJIMYECTBE CUHTE3UPOBATHCS aJbJIOCTEPOH M KOPTU30J COOTBETCTBEHHO.
Kpome Toro, 3a cder maHHOrO MpoIlecca IMPOUCXOIUT H3OBITOYHOE HAKOIUICHHE
MeTa0O0JIUTOB B 1IEMH BhIIIe (DEPMEHTHOTO OJIOKA, UTO SIBJISETCS BaXKHBIM IMATHOCTUYECKUM
kputepueM. CHIKEHUE CHUHTE3a allbJIOCTEPOHA M KOPTU30Ja MPUBOJUT K MOBBIIICHUIO
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ypoBHss AKTI mo Mexanu3amy oOpaTHOW CBSI3M, YTO, B CBOIO OYEPE/b, BBHI3bIBAET
TUIIEPILIA3UI0 CETYATOW 30HbI KOPBI HAATIOYEYHUKOB U TUIIEPIIPOAYKIINIO aHAPOTreHoB. Kak
CJIEJICTBUE OIMCAHHBIX HApPyIIEHUNW B (PEPMEHTHOW LENMH MBI MOXKEM HaOII0JIaTh
OMPENICICHHYIO KIIMHUKO-JIa00paTOPHYIO KapTUHY [5].

YacToTa BCTpeuaeMOCTH aJpeHOTCHUTANBHOTO cuHApoMa B PecnyOnuke bemapych
coctapisier | cmywair Ha 10000 — 15000 HOBOPOXKIEHHBIX, B CBSI3U C 3THUM H3YYCHHUE
0COOEHHOCTEH TeUeHHUs JaHHOTO 3a00JI€BaHKs Y HOBOPOXKJICHHBIX B pAHHEM HEOHATAIILHOM
MIEPUOJIC SIBIIAETCA AKTYaJbHBIM JUISi PAHHEH IUArHOCTUKM W CBOEBPEMEHHOIO Havasa
MaTOT€HETUYECKOU Tepanuu [6].

Heab: M3yyuTh AMArHOCTHYECKUE KPUTEPUU COJIbTEPSIOIEH (OPMBI BpOKICHHOMN
TUC(HYHKIIMA KOPBI HAAMOUYECUYHUKOB Y HOBOPOXKJICHHBIX JETEH B paHHEM HEOHATaJIbHOM
MEPUO/IE.

3amauu: npoaHANIM3UPOBATHh KIMHUYECKHE Mpu3Haku naHHou ¢opmel BIAKH y
UCCIIeTyeMOM TPYIIIbI NAllMEHTOB, OLIEHUTHh YpOBeHb NoBkIieHus: 17(OH)-nporectepona y
HOBOPOXKJICHHBIX ¢ conbTepsitoiiei popmoii BJIIKH B panHuii HeoHaTanbHbINA IEPUOT.

Matepuagsl 1 Metoabl. [Ipoananu3upoBaHo 6 MEAUIMHCKUX KapT CTAIMOHAPHBIX
MalUEeHTOoB, HaxoauBlIKuXcs Ha yiedeHuu B I'Y PHIII] «Matb u quTs» ¢ yCTaHOBIEHHBIM
nuarno3om BJIKH, conmbrepstomas ¢popma pasHoi cternenu kommercanuu ¢ 2014 mo 2024
ronbl. Jlanaeie oOpaboranbl B makete nporpamm Microsoft Exel 2019, Statistica 10.0
(menuana (Me), BepxHuid U HIKHHUHN KBapTHiib (Q1-Q3)).

Pe3yabTathl u ux o0cy:xaenne. Hamu Obulo mpoaHanu3upoBaHO 6 MEIUIIMHCKHUX
KapT CTAallMOHAPHBIX MAIIUEHTOB, HAXOIUBIINXCS HA JIeYeHUHU B PecimyOIuKaHCKOM Hay4qHO-
MPAaKTUYECKOM LEeHTpe «MaTb W JuTs» ¢ ycTaHOBJIEHHbIM auarHozom BJ/IKH,
conbTepsromas ¢popma pazHoit cterneHu kommneHncaruu ¢ 2014 mo 2024 roapl, U3 KOTOPBIX 2
MALMEHTA - IEBOYKH, 4 MMAIMECHTA - MAJIbYUKHU.

Y wuccinenyeMou Tpynmbl  MAIMEHTOB PETPOCHEKTHUBHO HM3YYEHBI aHAMHE3
OepeMEHHOCTH, POJIOB, HACJIEIACTBEHHBIM aHaAMHE3, MpeHaTalbHas auarHoctuka BJIKH
(ycranoBnenue neduuura 21 ruapokcusiazpl y IJI0/1a), OCOOEHHOCTH KIMHUYECKOTO
TEUCHUSI AJAPEHOTCHUTAIBHOTO CHUHAPOMA, N€HETUYECKUU MAaCIOPT MAMEHTOB. AHAIN3
7a00OpaTOPHBIX, WHCTPYMEHTAJIbHBIX JAHHBIX BKJIOYaJl: OOIIMA aHaIu3 KpOBH,
OMOXMMHUYECKUM aHallu3 KPOBHU, KOAryJorpammy, JaHHbIE apTepUAIbHOTO IaBJICHUS,
yAbTpa3BykoBoe wuccienoBanue opraHoB (Y3U) OpromHON  MOJOCTH,  TMOYEK,
HaJIMOYEYHUKOB; HEHPOCOHOrpad U0 NAlMEeHTOB.

VY uccnegyemoil rpymnnbl NAalMEHTOB HE ObUIO BBISIBICHO HAPYIIEHUH CO CTOPOHBI
JIBIXaTeJIbHOW CHUCTEMBI B paHHEM HEOHATAJIBLHOM Mepuoje (IoKa3arelb Mo 1Kajie Anrap
cocTaBuiI He MeHee 8/8), Bce 1eTH ObLTH POXKJICHBI CO CPOKOM rectaruu 39 - 41 Henelnb.

VYV 2 u3 6 nmaumeHtoB uccienyemoil rpynnel auarHo3 BJIKH Obut ycranoBieH
npeHatanpbHo. [Ipy  3TOM  COracHO  MOJIEKYJISIPHO-TEHETUYECKOM  AUArHOCTHUKE
aPEHOTE€HUTAIIBHOIO CUHAPOMA y OJTHOTO IUIOJIA BBISIBIEHO TOMO3UTOTHOE HOCUTEIBCTBO
nenennu 3k30HOB 1, 3,4, 6, 7 rena CYP21A2, a y BTOpOro - roMO3UroTHOE HOCUTEIIHCTBO
neneunu 1-3 sx30H0B reHa CYP21A2.

VY 3 u3 6 nanueHToB uccieyeMOou TpyIIbl 0OHAPYKEHBI KIMHUYECKHE 0COOEHHOCTH
teuenuss BJIKH nannHoii ¢opmbl B BHUAE BUPWIM3ALUM: TUNEPTpOdUS KIUTOpA Y
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HOBOPOX/JCHHBIX JEBOYEK, THUIEPIUTMEHTALNUS MOIIOHKHA, MAaKpPOT€HUTOCOMHS Y
HOBOPOXJICHHOIO MAJIbYHKA.

VY 3 u3 6 manMeHTOB M3y4aeMOW IPYNIbl CEMENHBIA aHAMHE3 OTATOLIEH: B CEMBAX
BBISIBJICHBI CITy4au MOJATBEPKAEHHOro KinHU4eckoro auarHoza BJIKH, combrepstomas
dhopmMma.

[To pe3ynbraram 1a00paTOPHOTO UCCIEAOBAHUS Y MAIIUEHTOB BbISIBICHA TCHICHITUS
K runoHatpuemuu: 132,2 (124,0; 135,0) (rpad. 1).
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I'pag. 1 — Yposenb Na (MMOJIB/1T) B CBIBOPOTKE KPOBU Yy HOBOpoxkIeHHBIX ¢ BJIKH, conbrepstomas
dbopma Ha 2-e cyTku xku3HH, 132,2 (124,0; 135,0)

Taxke y HOBOPOXKICHHBIX HCCICAYEMON TPYMIbl BBISIBIEHA TEHICHIUS K
rutiepkanuemuu: 7,6 (6,4; 9,8) (rpad. 2).

K, mmonb/n
12,0
9.8
9,4
10,0 s ®
86 & 7.4 74
g 9 ° ° 6,4
3 us X i 2
5 60 L J
=
s ul ue i . o
4,0
2,0
0,0
1 2 3 4 5 6
MayueHTbl

I'pad. 2 — Yposens K (MMOIb/1T) B CBIBOPOTKE KpOBH Y HOBOpoxaeHHBIX ¢ B/IKH, conprepsitomias
dbopMma Ha 2-e cyTKH ku3HH, 7,6 (6,4; 9,8)

Jns meproia HOBOPOKJIEHHOCTA HOPMOTJIMKEMUEH CUMTAETCS YPOBEHD ITIOKO3bI B
KpoBH 2,6-5,5 mmounb/n. B uccnenyeMoii rpymnne HOBOPOXKICHHBIX BBISIBIIEHA TEHACHIUS K

TUTIOTJIMKEMUH B T€UCHHE paHHET0 HEOHAaTaJIbHOTOo nepuoaa (2,8 Mmoins/n (2,1; 4,9)) (rpad.
3).
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I'pad. 3 — YpoBeHb II0K03bI (MMOJIB/JTT) B CBIBOPOTKE KPOBH Y HOBOpOokAeHHBIX ¢ B/IKH,
conpTepsiromas opma Ha 2-e CyTKH XKu3HH, 2,8 (2,1; 4,9)

Y HOBOpOXAEHHBIX BBISIBICHO MOBBIMIEHHE ypoBHS 17-OH-mporectepona B 5/6
cinyuaeB (rpad.4).
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I'pag. 4 — Yposens 17-OH-nporecrepona (HMOIIB/T) B CBIBOPOTKE KPOBH Y HOBOpOkAeHHBIX ¢ B/IKH,
conbTepsitomnas popma, 424,1 (18,9; 811,0)

VY 2 u3 6 naKeHToB UCCIIeyeMOU TPyl OOHAPYKEHBI CIIeU(PUYHBIE JIJIsl JAHHOTO
cOoCTOsiHUsL u3MeHeHus: Ha Y3UW opraHoB OprONIHON MOJOCTH W TMOYEK: SXONMPU3HAKU
YBEJIUYEHUSI JIMHEHHBIX pa3MepPOB 000UX HAITOUYEUHHUKOB.

CTtouTr OTMETUTh, YTO 3HAYCHUS] aAPTEPUATBHOTO [ABJIICHUS COOTBETCTBOBAIU
BO3pacTHOUM HOpME B 6/6 ciydaes.

Jleyenne NOPOBOJIUIIOCH COTJACHO JEUCTBYIOIIMM KIWHUYECKUM MPOTOKOJIAM U
BKJIIOYAJIO B €05 TOPMOHOTEpanuio (TUAPOKOPTU30H), UHPY3UOHHYIO TEPAUIO C IENbIO
MOJJCP>KAaHUST  BOJHO-RJICKTPOJIUTHOTO  OanaHca, aHTUTEMOPPAruvyeckyro Teparnuio
(?3Tam3uIIaT BHYTPUBEHHO), BBeIeHUE BUTaMuHa K.

BobiBOaBI:

1. ¥V uccnexyemoil rpymnmbl HOBOPOXKIECHHBIX BBISIBICHO HAJIMYKME OTSATOIIEHHOTO
CEMEWHOr0 aHaMHE3a.

2. OO6uHapyxeHbl kiuHuueckue ocobeHHoctu teuenuss BJIKH nannoit ¢opwmsbi,
KOTOpPBIE€ MPOSBUIUCH BUPUIIU3ALIUCH.

3. BpisBneHa TEHIEHIMS K TUIOHATPUEMHUU, THUIEPKAIUEMHH, TUIOTIUKEMUH,
noBeimeHuto 17-OH-niporecrepoHna.
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4. OOHapyxeHbl cnenuduunbie u3MeHeHuss Ha Y3U opraHoB OpronIHON MOJIOCTH U
MOYEK: IXONMPU3HAKU TUNIEPTPOPUU HATTOYCUHUKOB.
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