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CONGENITAL DYSFUNCTION
OF THE ADRENAL CORTEX IN MALES
(CLINICAL CASE)
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Summary. Back in the XIX century. the first clinical descriptions of patients
with adrenogenital syndrome appeared, and then at the beginning of the
twentieth century — the first attempts to classify the syndrome. In the
middle of the twentieth century, with the development of biochemistry
and pharmacology, it was possible to explain the pathogenesis of this
condition and offer pathogenetic therapy, and then with the advent of the
era of molecular genetics to identify the cause of congenital dysfunction of
the adrenal cortex. Currently, 100% diagnosis of adrenogenital syndrome
is carried out on the basis of neonatal screening. The article presents a
clinical observation of a patient with adrenogenital syndrome. This clinical
case indicates that in some cases a broad differential diagnosis is required
to clarify the true nature of the disease. A decrease in testicular function
may be associated with both unsatisfactory compensation of the disease
and the development of ectopic adrenal tissue in the testicles of TART.

Keywords: adrenogenital syndrome, congenital dysfunction of the adrenal
cortex, TART, decreased fertility, neonatal screening.
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AnHomayus. Ewe B XIX B. noABUANCH nepBble KAMHMYECKMe OMMUCAHNA NMaLu-
€HTOB C afipeHOreHUTaNbHbIM CUHAPOMOM, a 3aTeM B Hauane XX ctonetna —
nepBble NOMbITKM KnaccuukaLmum cunapoma. B cepeante XX Beka ¢ pa3gutnem
Ouroxumum 1 papmakonoruy yaanoch 06bACHUTL NaToreHe3 JaHHOTO COCTOAHNA
W NPeanoXuTb NATOreHeTMYecKylo Tepanuio, a 3aTeM C HacTynieHuem 3pbl
MONeKyNAPHOIA FeHETUKN BbIABUTD MPUUMHY BPOXKAEHHON ANCOYHKLMM KOPbI
HaANoYeyHUKoB. B HacToALLEee BPeMA Ha OCHOBAHIM HEOHATANbHOIO CKPUHWH-
ra npoBogutca 100% AmarHocTuka afpeHoreHUTanbHoOro CMHApoMa. B ctatbe
npescTaBneHo KnnHuyeckoe HabmiofeHne nawuueHTa C afpeHoreHUTanbHbIM
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BeeaeHne

poxaeHHaa AUCOYHKUMA KOpbl HAAMOYEUYHMKOB

(BOKH) — 370 rpynna ayTOCOMHO-peLecCUMBHbIX 3a-

60oneBaHNi, XxapakTepusywmxca gedpekTtom ofHoOro
13 pepmMeHTOB MMM TPAHCMOPTHbIX OENIKOB, NPUHMMAOLLMX
yyacTne B CMHTe3e KOpTU30Ma B KOpe HaAnoYeYHWUKOB.
Hanbonee pacnpoctpaHeHHon ¢opmorn BIOKH asnsetca
fedvuut depmeHTa 21-rugpokcmnasbl, yactota 1 cnyvan
Ha 10000 HOBOpOXAEHHbIX. HeoHaTanbHbIA CKPUHWHE 3¢-
bEeKTMBEH NS AMArHOCTUKM Knaccuyeckux ¢opm BAKH (ne-
¢éuuuta 21-rupgpokcnnasel) [1-3]. AuarHoctnka pgeduuunta
21-rngpoKcmnasbl BHe npoueaypbl CKPUHUHIA: TOPMOHasb-
HbIM MapKepom aeduumnTa 21-rmgpoKcunnasbl ABNAETCA Ypo-
BeHb 17-rmgpokcmnporectepoHa (17-OHP), onpegeneHHbIn
B yTpeHHe KpoBu [4]. OgHoln 13 BaxHbIx npobnem BAKH
ABNAETCA CHKeHne depTunbHOCTU. DyHKUMA AnYeK y na-
unenToB ¢ BOKH cHmxeHa [5]. CHUXeHne GYHKLUN MOXET
ObITb CBA3aHO KaK C HEeYAOBJIETBOPUTENIBHON KOMMeHcaLu-
eli 3a601eBaHUsA, TaK 1 C Pa3BUTEM IKTOMUYECKON TKaHU
HagnoyeyHnKoB B TecTmKynax TART (testicular adrenal rest
tumors). TART onucaH B 1940 rogy Wilkins et all npnunHon
TART ABnseTca cxoacTBO 3MOPMOHANBHOIO PAa3BUTUS KOpPbI
HagnoyeyHnKoB m roHag npv BOKH nosbiweHne AKTI npo-
BOLMpPYET POCT TKaHM HaANOYeYHNKOB B TecTuKynax [6]. Het
efnHoro B3rnsaa Ha 31o coctoAHue. Y TART HeT TeHaeHU N
K ManurHnsaumm.

LleAnb NCCAeAOBaHWS

MpepcTaBuTb MHTEPECHBIN KNUHMYeckun cnyyanm BAKH
y ManbumKa c ocnioxkHeHnem TART-cnHgpom.

Ha ny6nvkauuio npeactaBnsemblx AaHHbIX U3 UCTOPUK
60n€e3HM NonyyeHo AOO6POBOSIbHOE NHPOPMUPOBAHHOE CO-
rnacve naumeHTa.

IKAMHNYeckoe
HabAloAeHne

MauweHT J1., 17 net, npoxmnBaeT B CapaToBCKOI 0bnacTu.
M3 paHHero aHamHe3a: bepeMeHHOCTb Npu cbope aHaMHe-
3a, CO C/IOB MaMbl, NpoTeKana 6e3 oCNoXHeHUN, pebeHoK
poXAeH Yepes eCcTeCTBEHHbIE POJIOBbIE MYTU B CPOK, JOHO-
LUEHHbIM.

CMHAPOMOM. [laHHbIil KNMHUYECKNIi Cyyali YKa3bIBaeT Ha To, YTo B pAfe Cny-
yaes Tpebyetca wWwmpoKaa AuddepeHunanbHas AUArHOCTUKA ANA YTOUHEHMA
NCTUHHOW NPUPOAbI 3aboneBaHnA. CHiKeHMe GYHKLUN ANYeK MOXeT ObiTb (BA-
3aHO KaK C HeyA0BNETBOPUTENbHOI KOMMNEHcaLeli 3aboneBaHunA, Tak 1 ¢ pa3Bu-
TUeM KTONUYECKOI TKaHW HaJNOYeYHUKOB B TecTukynax TART.

Kntouesble ¢108a: afipeHOTeHUTaNbHbIA CUHAPOM, BPOXAEHHAA AUCHYHKLMA
Kopbl HagnoueuHnkoB, TART, cHkeHUe GepTUAbHOCTI, HEOHaTabHbIN CKpU-
HUHT.

PopocnoBHas pebeHKa: HacnenCTBEHHOCTb MO SHAOKPUH-
HOW MaToONOrM OTArOLLEeHa: y ABOOPOAHOro bpata no oty
AunarHocTtmposanu BOKH, constepsioluyio dopmy, 1 ymep oH
B 2-X HegenbHOM Bo3pacTe. OfgHako, cnegyeT OTMETUTD, UTO
y pebeHKa B paHHeM aHaMHe3e MMEeNNCb NPU3HaKKN renatu-
Ta Ha GOHe BHYTPUYTPOOHON NHbEKLMN HeyCTaHOBIIEHHO
3TMONOMUY, aHeMWW, NepuHaTanbHol 3HUedanonaTum, YTo
BCe-TaKM OTPakaeT OC/IOXKHEHHOE TeueHne 6epeMeHHOCTU.

3amecTuTenbHan Tepanua K u MK 6bina HasHaueHa cpa-
3y nocne yCTaHOBIeHMA [MarHosa, HO ciepyeT OTMeTUTb
HU3KYI0 KOMMIaeHTHOCTb NaLueHTa, UMenmncb YacTble MNpo-
nycKkun npmema npenapaTos. Npu guHammyeckom obcnepo-
BaHUW B BO3pacTe 9 neT Nnpu NpoBeAeHUN yNbTPa3ByKOBOro
nccnefoBaHNA OpraHoOB MOLOHKM Obinvi BbIAABIEHbI CTPYK-
TYpHble M3MeHeHWA B TKaHW AWYKa crpaBa, Nofo3peHue
Ha onyxosnb AndyKa. lMocne TwaTtenbHoro foobcnefoBaHNA
pebeHOK NepeBefieH B XMPypruyeckoe oTAeneHue, rae npo-
Be[leHa OPX3KTOMUA CMNPaBa, Tak Kak UMenucb LuTonoruye-
CKMe NpU3HaKyu CEMUHOMbI MPaBOro ANYKa.

Mpw 6onee TwartenbHOM 06CiefoBaHMM B NoOCeonepa-
LUMOHHOM neprioge NPy HEOAHOKPATHbIX KOHCYNbTaLuMsAX
unTonoros 1 mopdonoros 6bINO faHO crefylollee 3aKnto-
YyeHue 0 TOM, YTO JaHHble U3MEHEHNA XapaKTepHbI AN ony-
Xonu n3 Knetok CepTonu AnUKa, YTo ABNAETCA foOpoKaye-
CTBEHHOW OMNYyXOJblO M3 KNIETOK NMOJIOBOro TAXa Andka. MNpu
OVHAMUYECKOM MOHUTOPUHIE MPU3HAKOB MPOrpeccupo-
BaHWUs OMYyXOJIEBOTO POCTa M BOCMANINTENIbHbIX N3MEHEHWI
TKaHen inuKa He HalaeHbl.

Y paHHOro nauueHTa HabAANNCH 1 OCTPbIE OCIIOKHEHNA
BIOKH B BMae Kpu30B Hagnoye4yHMKOBOW He[OCTaTOYHOCTH
(4yacTo mpoBoUMpPOBaNMCb OCTPbIMK PeCcnMpPaTopHbIMK 3a-
6oneBaHUAMN WU CTPECCOPHON CuTyauureli). 3amecTuTesb-
HaA TepanuA COCTaBfANa: rMAPOKOPTU3OH B fo3e — 18 mr\
s2, GbnyapokopTn3oH B fo3e 50 MKr/cyTku. Ha ocHoBaHuM
MOMyYEHHbIX Pe3yNbTaToB MOATBEPXKAEHa AeKoMMeHcauumsa
OCHOBHOTO 3aboneBaHuWs (NoBbiweHWe 17-rngpokcmnpore-
CTEPOH, aapPeHOKOPTUKOTPONHOro ropmoHa (AKTT)). bbina
npoBeAeHa KoppeKLuma fo3bl 3aMeCTUTENIbHOM Tepanuu.

Takum 06pa3om, NpeacTaBfieH MAUMEHT C AEKOMMEH-
CUPOBAHHbIM TEYEHMEM BPOXAEHHON AUCOYHKLUN KOpbl
HagnoyeyHukoB. OcnoxHeHme: TART —cMHapOM eQNHCTBEH-
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Horo nesoro Anuka. ConyTcTByloWan natonorua: lobpoka- | B npepenax pedepaTvBHbIX 3HaYeHUI; Npu Y3 MOLWOHKHM
yecTBeHHasA onyxonb n3 knetok CepTonv NpaBoro AnYKa, | NPOrpeccupoBaHne VM3MEeHEHUN CeMABBIHOCALYMX KaHanb-
COCTOAIHME MOC/e OPXIKTOMUM CnpaBa. B HacToAwmin mo- | LeB He BbIAB/IEHO, TO eCTb perpecc npouecca) (pMcyHokK 1).
MEHT TeueHue 3aboneBaHnAa ctabunbHoe (nokasarenn 17-

OH- nporectepoHa, AKTI, peHnHa, 3NeKTPONUTOB KPOBM KOHNUKT MHTepecoB He 3asaBnAeTCs.
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