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MpeHaTanbHas gUarHoCTUKa BPOXAEeHHOMN
ANCKYHKLMM KOpbl HAANOYE4YHUKOB
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"HOBOKY3HELKU rocyaapCTBEHHbLIVI MIHCTUTYT yCOBEPLLIEHCTBOBaHUS Bpaqen (hunmvan Poccuvickoi meanLmHCKOM
akagemuu HerpepbIBHOroO rnpogeccrnoHanbsHoro obpasoBaHusi), HoBoky3HeLk, Poccuiickas ®enepauyums;
2Kysbacckasa getckasi KimHn4eckas 6onbHula M. npogeccopa K0.E.Manaxosckoro, HoBoky3HeLk,

Poccwiickass ®enepayms

PacLumpeHne BOPOTHMKOBOrO NPOCTPAHCTBA M MMMNONAa3nsa HOCOBbIX KOCTOYEK CHUTAIOTCH MapkepamMn XpOMOCOMHbIX aHOMa-
NN 1 MOPOKOB Pa3BUTKA MNOAA, XOTH pacLUMpeHre BOPOTHUKOBOIO NMPOCTPaHCTBA MOXET ONPEeAenaTbCs Uy 300pOBOro nnoaa
W MOMHOCTBIO NCHE3HYTh K 14—15-11 Hepene 6epeMeHHOCTH, a Takxe HabniogaTbCs B OTCYTCTBME HAPYLLEHUA kapyoTuna (npm
aHTeHaTanbHOM rméenn Nnoaa, BPOXAEHHbIX NOPOKax cepAaLa, Camonpom3BOSIbHbIX BbIKMAbILLAX, NPeXAeBPEMEHHbIX POAaX).
MN3yyeHne mapkepoB XPOMOCOMHbIX aHOManui NpeacTaBnseT NPakTUHeCKui MHTepec B MiaHe HaKomnneHus MHdopmaumm
1 NpMoGpPETEHMS ONbITa X UCMOMb30BaHWA B NMpeHaTasibHoM AvarHocTuke. MNpeacTaeneH cnyyan npasuiibHOro onpeaenexHus
nona y pebeHka C ConbTepsioLien hOpmMor BPOXAEHHOW AUCHYHKLMN KOPbl HAAMOYEYHUKOB U BUPUNN3ALMEN HAPYXHbIX
nonoBbIx opraHoB (IV cteneHn no Prader) npu poxaeHnn. BblcokoadeKTUBHBIN NpeHaTanbHbIi CKPUHUHT C BbIMOMIHEHNEM
aMHVoLeHTe3a 1 ycTaHoBneHnemM kapuotuna (46XX) B cpoke 6epemeHHocTM 13 Hen. obecneynn NoaroToBNIEHHOCTb Negna-
TPOB A1 CBOEBPEMEHHOMO Ha3HaYeHV 3aMeCTUTESNIbHON MIOKO- U MUHEPANOKOPTMKOMAHOM Tepanun. To NO3BOMIIO Npea-
ynpeauTb pasBuTUE OCTPOro afpeHanoBoro Kpusa, Bbibparb afeKkBaTHYO TaKTUKY BefeHus, obecrneyvBas TeM caMbiM HOP-
ManbHOe NosioBoe CO3pEBaHME 1 NoTeHUManbHyo OepTUnbHOCTb.

KrroqeBble crioBa: BpOXAEHHas ANCEYHKUNS KOPbI HAAMOYEYHUKOB, NPeHatasbHbiii CKDUHUHI,

pacLumpeHne BOPOTHUKOBOIrO NpoCTpaHcTBa
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Prenatal diagnosis of congenital adrenal hyperplasia
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Enlarged nuchal translucency and nasal bone hypoplasia are considered as markers of chromosomal abnormalities and
fetal malformations, although enlarged nuchal translucency can be detected in a healthy fetus and completely disappear
by 14—15 weeks’ gestation and can also be observed when the karyotype is normal (in antenatal fetal death, congenital heart
disease, miscarriage, preterm birth). The study of markers of chromosomal abnormalities is of practical interest in terms of
accumulating information and gaining experience in using them for prenatal diagnosis. A case of accurate sex determination in
the fetus with salt-wasting form of congenital adrenal hyperplasia and virilization of the external genitalia (Prader grade IV)
at birth is presented. Highly effective prenatal screening including amniocentesis and karyotyping (46XX) at 13 weeks’ gestation
ensured that pediatricians were prepared for timely prescription of gluco- and mineralocorticoid replacement therapy. This
enabled to prevent the development of acute adrenal crisis and choose adequate management tactics, thereby providing normal
puberty and potential fertility.
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Prenatal diagnosis of congenital adrenal hyperplasia

poxAaeHHas ancdyHKUMA Kopbl HagnovevHnkos (BOKH) —

rpynna HacnefacTBEeHHbIX ayTOCOMHO-PeLeCCUBHbIX 3a60-
NeBaHui, CBA3aHHas C KOMMEHCATOPHbIM NOBbILLEHNEM NPOOYK-
unn agpeHokopTukoTponHoro ropmoHa (AKTI) runodmsom
B OTBET Ha HapyLLeHne NpodyKuMM CUHTe3a KOpTM3oma 1 rngpo-
KOPTU30Ha B KOpe HaAmno4e4yHNKOB MO NMPUYMHE MyTauMn reHoB,
KoaMpyoLmx hepmeHTbl cTepongoreHesa [1]. bonee vem B 90%
cny4asx 3abornesaHue CBfi3aHO C feduuuToM 21-rugpokcu-
nasbl U 3aBUCUT OT BapmaHTa Mmytauum reqa CYP21 [2]. Pacnpo-
CTpaHeHHOCTb 3aboneBaHus B Mupe cocTaensfeT 1 crnyyan
Ha 14000 XwuBbIX HOBOPOXAEHHbIX, No Poccun HabnogeHus
coctasnsaoT 1:9500-1:9250 cny4aes [3]. Bcneacteme gedekra
BbIpaboTkM 21-rMapoKcmnasbl CHUXaeTCs CUHTe3 KopTu3ona,
4YTO MO MexaHu3my o6paTHOM CBA3U CTUMYNMPYET BbIpabOTKY
AKTI B runogmse. 310 NpuBOAUT K rMnepnnasvmm Kopbl Hagmno-
YEeYHWKOB, MAE YCUIIEHHO MPOAYUMPYIOTCA aHApOreHbl U Mnpo-
MEXYTO4Hble NMPOAYKTbI CMHTe3a kopTtmaona (170OH-nporecte-
POH), C pa3BUTUEM MEPBUYHON HAAMOYE4YHUKOBOW HELOCTaTOY-
HOCTU M runoHaTpvemun. Kpome TOro, HapylleHne obmeHa
SMEKTPONUTOB XapakTepuayeTcsl YCUNeHHbIM BbIBEAEHWEM XJ10-
pvOoB C pasBUTUEM runepkanMemMmmn. BelgensioT knaccuyeckyto
(BMPWIbHYI0), CONbTEPSIOLLYIO UM HEKNACCUYECKylo hOpMbI
BOKH [4]. Hanbonee Tsxenoe coCTofHME W rmMbenb HOBOPOX-
JeHHbIX feTen HabnogarTca npu conerepsoLern gopme [5].

MpencrtaBnsem KNMHWYECKOE HAGMIOOEHWE paHHEn guarHo-
ctvkn BOKH conetepsioLern hopMmbl.

MaumeHTKa NnocTynuna B OTAeneHne NaTonornm HOBOPOXAeH-
HbIX U HEJOHOLLEHHbIX AeTern Ky36acckon OETCKON KIIMHUYECKON
60nbHMUbLI M. npodpeccopa O.E.ManaxoBckoro Ha 2-ii OeHb
>KU3HW B CPEeAHETSXKENOM COCTOSAHUM.

AHamHe3 xu3Hu. Pogunacb 3-M pe6eHKOM B CEMbE, B CPOK,
OT 5-11 PU3NONOrMYHO NPOTEKABLLEN 6EPEMEHHOCTU, C OLIEHKOM
no wkane Anrap 8/8 6annos, Becom 3450 r, anuHon 51 cwm.
B cembe iBOe 300pOBbIX AETEN, B aHAMHE3€E y MaTepu OQVH Bbl-
Knabill 1 MEAMLIMHCKMNIA aBOPT B MasbIx cpokax. Bo Bpems 6epe-
MEHHOCTN Ha NepBOM CKPUHWHIE O6HapyXeHbl: rMrnonnasus Ho-
COBbIX KOCTOYEK M pacLUMpeHne BOPOTHUMKOBOIO MPOCTPaHCTBa.
CornacHo anroputMmy BbIMOSIHEH KOPAOLEHTES, YCTaHOBIEH Ka-
puoTtun nnoga — 46XX 6e3 XpOMOCOMHbIX aHOMasmi.

AHamHe3 3aborneBaHus. [pn poXOEHNUN HAPY>XHbIE MOSIOBbIE
opraHbl cOPMMPOBaHbI HENPaBWUILHO: Marsble MosioBble ryobl
OTCYTCTBYIOT, 60SbLLUME MOMOBbIE IY6bl CpaLleHbl NO CpeaHen
JNINHAN, MOPLUMHUCTBIE. KNUTOp MEHMCO06pa3HbIA, UCKPUBIIEH,
rmnepTpoMpPOBaHHbIA, OAMHOM 2 CM, LWMpUHOM 0,7 cMm, C ne-
HWUSIbHOM ypeTpoi. Bnaranuiue n yporeHuTanbHbIn CUHYC OTCYT-
ctytoT. CTeneHb BUPMAN3ALMN HapYyXXHbIX MOMOBbLIX OPraHoB —
IV no Prader. KoxHble NOKpOBbI CMyrfble, rMMNepnmrmeHTnpo-
BaHHble. OTMe4aeTcs nepunognyeckoe cpbirmeaHme MOJIOKOM.

Pesynbtatsl o6cnegoBarus. O6wmn aHanu3 kposu: Hb —
195 r/n, Ht — 55,7%, sputpoumnTtbl — 5,52 x 10%/n, TpomM6OLUTLI —
178 x 10%n, nenkoumntsbl — 15,42 x 10%/n, nano4kosgepHble — 4%,
cermeHTosgepHble —70%, numdoumnTbl — 22%, MOHOUUTbI — 4%,
peTuKynounTbl — 62%.

VccnepoBaHve ropmMoHanbHOro Npodnns BbIiBUIIO MOBbILLE-
Hue yposHa 170H-nporectepoHa no 60 HMOMbL/N, HapyLUeHue
CYyTO4HOro putMa koptuzdona (8 4 — 173 Hmonb/n, 16 4 —
97 Hmonb/n, 22 4 — 155 Hmonk/n). MoHorpamma: K — 4,4 mmonb/n;
Na — 136 mmonb/n; Cl — 94,4 mmone/n; Ca — 2,15 mmons/n; P —
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2,38 mmonb/n. lMonoeon xpomatvH — 13 KNETOK C MOMOBbLIM
xpomaTtnHoM XX. KoHcynbeTaums reHetvka ycradosuna BOKH.

Mo HeoHaTanbHOMY CKPUHUHIY OOKyMeHTupoBaHa B[IKH.
Mpn BbINOAHEHUN Y3W opraHoB 6pOLLIHONM NOMOCTM yCTaHoBe-
Ha yMepeHHas renatomeranus, NMenoaKTasns cnesa, NPU3Haku
rmnepTpodnm Hagnoye4HnKos. Mo gaHHeIM Y3W opraHos mano-
ro Tasa: MaTka HopMaJsibHbIX Pa3MepoB, ANYHUKN HE BU3yanu3u-
pytoTcs.

Mopo6paHa 3amMecTuUTeNbHasa Tepanus: rMIOKOKOPTUKOCTEpPO-
nabl (TMAPOKOPTU30H 3 MI/CYyTKM), MUHEPANTOKOPTUKOCTEPOUAbI
(donypgpokopTn3oHa auetat 150 mr/cyTkn). Ha doHe neveHuns
CpbIrMBaHU He OTMeYarnocb, HOPManu3oBanMCb MokasaTenu
MOHOrpammbl, 3athukcnposaHa BOCXOAsLLAA MaccoBas KpmBasi.

PebeHoK BbinucaH B yAOBNETBOPUTESIBHOM COCTOSIHUM C pe-
KOMeHZauMAMN NPOJOSIKUTL 3aMECTUTENbHYIO FOPMOHaNbHYIO
Tepanuio C MnocfiegyloLlen rocnutanusauuen yepesd 2,5 Hep.
B negmatpuyeckoe oTheneHve. B nocnepgylowlem, nocne Kom-
neHcauum 3abonesaHusi, PeKOMEHOOBAHO BbIMNOSIHEHUE heMU-
HU3MPYIOLLEV NNacTUKM B CNeLnannu3npoBaHHOM CTaumoHape.

JaHHbIn cnyvalh NpOAEeMOHCTPMpPOBan, 4TO paclUMpeHune
BOPOTHMKOBOIO MPOCTPAHCTBA W rMMONAa3nsi HOCOBBLIX KOCTO-
Yyek naoAaa, ABNASACL O6LLENPU3HAHHBIMU NPU3HaAKaMu XpPOMO-
COMHbIX aHoOManun W MNOpPOKOB passuTua nnoga [6-8], moryT
MapKMpoBaTh FPpynny HacneACTBEHHbLIX ayTOCOMHO-peLeccuB-
HbIX 3aboneBaHui, OOYCNOBNEHHYIO MyTaumen reHa CYP21.
MpeHaTanbHas gnarHocTuka cosnstepstowen dopmbl BOKH no-
3BOSIAET, C OOHOW CTOPOHbI, CNacTh XU3Hb pebeHKy, CBOEBpe-
MEHHO Ha3Ha4MB MpPaBWUIIbHOE feYeHne, C APYyron — nsbexarb
3a6ny>XageHnin B onpegeneHnn nonoBon NpUHaAEeXHOCTH, YTo
obecneynT coumasnbHylo aganTaumio AEeBOYKM U MO3BONUT Ha-
JesaTbCs Ha ee PepPTUNbHOCTb B NOCHEAYIOLLEM.
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